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CnmMCOK COKPALLEHNM

AA — amuHOaUUIONATUH.

ABX (bBX) — acniuparius (61orcusi) BOPCMH XOpUOHa.

AKTI — agpeHOKOPTUKOTPOITHBII TOPMOH.

AJIJl — agpeHoJieiikogucTpoun.

AT® — aneHo3uHTpUdOCHOpPHAST KUCIIOTA.

A®DIT — anbha-peTonpoTenH.

BI' — BpoXIeHHBIA TUTIOTUPEO3.

BI'KH (BIAKH) — BpoxneHHasti rumnepruiazusi (IuchyHKIIMS)
KOPBI HAITIOYETHUKOB.

BO3 — BcemupHast opraHu3saiiusi 3ApaBoOXpaHeHUsI.

BIIP — BpoxxneHHbIE HOPOKY Pa3BUTHSL.

BPT — BcrmomoraresibHbIe PeNpOAYKTUBHBIE TEXHOJIOTHM.

BB2XKX — BbicOK0a(heKTUBHAS KUAKOCTHASI XpoMaTorpadusl.

I'AJI — ramakro3emusl.

I'CJl — recTallMOHHBII caxapHBI 1Ua0ET.

['DA — runepdeHunaTaHUHEMUU.

I'X — razosast xpomaTorpacdusi.

J3H — nucK 3puTeabHOrO HepBa.

JAMZKIT — nedekT MexeKesy10u4KOBOW MePEropoaKHu.

JMITIIT — gedekT MeXnpeacepaHoi ITeperopoaKu.

JHK — ne3oxcuprOOHYKIIEMHOBasI KMCJIOTA.

D — nuabeTnyeckas ¢heTonaTusi.

JIIT — geTckuii iepeOpaIbHBINI ITapaany.

EDC — EBporneiickoe 5KOHOMHYECKOE COOOIIIECTBO.

KKT — xxemymo4yHO-KUILIEUYHBIN TPAKT.



CnyCOoK COKpALLEHMI

3IIMP — 3anmep:xKa ICUXOMOTOPHOI'O Pa3BUTHSL.

NKCH — unbeknus criepmaro3ouna B siinekietky (ICSI — Intra
Cytoplasmic Sperm Injection).

WITJI — nHBa3MBHas MpeHaTaIbHAsI AUaTHOCTHKA.

NPT — uMMyHOpeaKTUBHbII TPUIICHH.

KLl O3MP — KinnHuko-auarHocTuieckuii eHTp «OxpaHa 310-
POBBSI MaTepU U peOEeHKa».

KIIJI — KxoMIiekc nmpeHaTaIbHOW TUarHOCTUKH.

KT — xomnbroTepHast Tomorpadusl.

K®K — kpeatnndochokuHasza.

MAP — manas aHoMajusl pa3BUTHUSL.

MB — MuToXoHApUaIbHbIE OOJIE3HMU.

MB — MyKOBUCIMIO3.

MBIIP — MHOXeCTBEeHHBIE BPOXKICHHBIE TIOPOKU Pa3BUTHSI.

MI'K — Menuko-reHeTM4eCKOe KOHCYJIbTUPOBAHUE.

MTI'HLI — Menuko-reHeTM4eCK1ii HaydHbIi IEHTp M. AKageMuKa
H.TII. boukosa.

MI'C — MenuKo-TeHeTu4YecKast CyKoa.

M3 P® — MuHucrepcTBo 3npaBooxpaHeHust Poccuiickoit Mene-
panumu.

MKDB — MexayHapoaHas Kiaccubukaius 60ae3Hei.

MPT — MarHuTHO-pe30HaHCTHas ToMorpadus.

MTX — MUTOXOHIPUSI.

MXA — MapKepbl XxpOMOCOMHBIX aHOMAJIUIA.

HBO — HacnencrBeHHbIe 00€3HU OOMEHA.

HUIIC — HeMHBa3UBHbBIN MpeHaTaJbHbIN CKPUHUHT.

HWIIT — HenHBa3UBHBII IIpeHATaJIbHBIN TECT.

HOHJI — naciencTBeHHas onrudeckast HeliponaTtust Jledepa.

HC — neonartaabHBI CKPUHUHT.

OA — opraHuyeckue aluuaypumu.

OAII — OTKpBITHII apTepuaJbHbI IPOTOK.

OI'TT — opaJibHBIi TJIIOKO30TOJIEPAHTHBIIN TECT.

OJIKb — O6macTHag neTckast KIMHUYecKast OOJIbHUIIA.

OALXKK — odeHb JITMHHOLIETIOYSYHbBIE JKMPHbBIE KMCIIOTHI.

OMC — o0s13aTeIbHOe MEAUILIMHCKOE CTpaxOBaHNE.



CnrcoK CoKpaLLeHnm

ITA — nponnroHoOBas auUAEMUSI.

[II'T — mpenuMIUIAaHTAIMOHHOE TEHETUYECKOE TECTUPOBAHNE.

[T — nepBuYHbIE UMMYHOIS(HUILINTHI.

[T P — monuMepasHas 1enHast peakiiusi.

I1D — nepeHoc aMOpuoHa.

PHK — puboHykienHOBasI KUCIOTA.

TPHK — TpancnopTtHast puOOHYKJIeMHOBAsI KUCIOTA.

PHC — paciumpeHHbI HeOHaTaIbHbIN CKPUHUHT.

CA — cHMHIOPOMOJIOTUYECKUI aHAJIN3.

CMA — cnimHajbHas MBILIeYHas aTpopusl.

CII — cunnpowm LlennBerepa.

TBII — ToiHa BOPOTHUKOBOIO MPOCTPAHCTRBA.

TKWH — tskenass KOMOMHMpPOBAaHHASI MMMYHHAsT HEIOCTATOY-
HOCTb.

TMC — TanmemMHast MacC-CIEKTPOMETPUSI.

TTI' — TUpeOoTPOITHBII TOPMOH.

V3U — ynpTpa3ByKOBOE UCCICIOBAaHNE.

YO — yMCTBeHHasi OTCTaJOCTb.

DA — (peHnnananuH.

DATI' — eHUNaTaHUHTUIPOKCUIIA3A.

DAC — (peTanbHBI AJTKOTOIBHBI CUHIPOM.

®BC — deTanbHbIli BaIbIPOEBbIN CUHAPOM.

DOKY — heHUTKETOHYpHUSI.

XA — XpOMOCOMHBIE aHOMAaJIUU.

XI'Y — xoproHMYECKNI TOHATOTPOIIMH YeJIOBEeKa.

XMA — XpoMOCOMHBII I MUKPOMATPUYHBIN aHAIN3.

XITH — xpoHuyeckasi moyeuyHasi HeIoCTaTOUHOCTb.

HAM® — muKJIM4YecKnii aneHoO3MHMOHOMocdaT.

IIHC — uenTpanbHasi HepBHAsI CUCTEMa.

DJITA — sTreHIMaMUHTETPAayKCyCHas KMCJIOTA.

BKO — 3KcTpakopropaibHOE OIUIOJOTBOPEHME.

OHMI — saekTpoHeiipoMuorpadusi.

BDBI' — snekTpoaHiedantorpadus.

OEIS — Outpatient Endovascular and Interventional Society (AM-
OyJIaTOPHOE 3HIOBACKY/ISIPHOE I MHTEPBEHIIMOHHOE OOIIECTBO).



CnyCOoK COKpALLEHMI

PAPP-A — pregnancy associated plasma protein (mia3MeHHBIN
MpPOTEeUH A, aCCOLIMMPOBAHHBII ¢ 06pEeMEHHOCTD).

TESE — testicular sperm extraction (13Be4eHME CIIEPMBI U3 SIMUKA).

ACOG — American College of Obstetricians and Gynecologists
(AMepuKaHCKas KOJUIETUS aKyIIEpOB-TUHEKOJIOIOB).

Aut Rec — autosomal recessive inheritance (ayrocoMHO-peLiecCuB-
HBI TUIT HaCJIeIOBaHMSI).

CGH — comparative genomic hybridization (cpaBHUTe/lbHasI Te-
HOMHAas TUOPUAN3AIINS).

CNYV — copy number variation (Bapuamyy 4ucjia KOITHiA).

EMA — European Medicines Agency (EBpomeiickoe areHTCTBO
JIEKapCTBEHHBIX CPEJCTB).

EUROCAT — European Registration of Congenital Abnormalities
and Twins (EBponeiickasi ceTb Haazopa 3a BITP).

FAOD — fatty acid oxidation disorders (HapylieHUsI OKUCIEHUS
SKUPHBIX KUCJIOT).

FDA — Food and Drug Administration (YmopapieHue o Haa30py
KayecTBa MUILIEBBIX MPOAYKTOB).

FISH — Fluerescent in situ hybridization (®ayopeclLieHTHas! Tu-
Opuauszanms in situ).

HPO — Human Phenotype Ontology (OHToMOTHST (heHOTUIA Ye-
JIOBEKa).

ICBDSR — International Clearinghouse Birth Defects Monitoring
System. (MexayHapoaHasi UHOpMaLMOHHAsI CUCTeMa MOHUTOPUHTA
BPOXIEHHBIX 1e(PEKTOB).

ISCN — International System for Human Cytogenomic Nomen-
clature (MexayHapomHasi cucTeMa LIMTOTEHOMHOM HOMEHKJIATYypPhI
YyeJIoBeKa).

KREC — K-deleting recombination excision circle (karnmna-ugene-
LIMOHHOE PeKOMOMHAIIMOHHOE 3KCIIM3MOHHOE KOJIbLIO).

MCAD — medium-chain acyl-coa-dehydrogenase deficiency
(cpenHeuenoveuHas auuii- KoA neruaporeHazHast HEAOCTaTOUHOCTD).

MELAS — mitochondrial encephalomyopathy, lactic acidosis, and
stroke-like episodes (MuTOXOHIpUAIbHasK SHIIE(DATOMUOIIATHS, TAKTAT-
alna03, MHCYJIbTOIIOAOOHbBIEC SIIM30/bI).



CnrcoK CoKpaLLeHnm

MLPA — multiplex ligase chain reaction (MyJIbTUILIEKCHASI JIUTa3-
Hasl LierHasi peakiusi).

NARP — neuropathy, ataxia, retinitis pigmentosa (HeBpomaTusi,
aTakCUsl, MUTMEHTHBIN PETUHUT).

NGS — next generation sequencing (ceKBeHUpOBaHKE HOBOTO I10-
KOJICHUS).

OMIM — Online Mendelian Inheritance in Man (OnaiiH-mMeHzae-
JIEBCKOE HacjieJOBaHUE Y YEJIOBEeKa).

RRF — ragged red fibres («pBaHbIe» KpaCHBIE BOJIOKHA).

TREC — T-cell receptor excision circle (T-peLientopHoe 3KCLIM3M-
OHHOE KOJIBIIO).



BBeoeHme

MenunrHcKas reHeTuKa — HayKa, KoTopasi U3yyaeT poJib TeHETH -
yecKuX (haKTOPOB B 3TUOJOTUM U TaTOreHe3e pa3InyHbIX 3a00/eBa-
HUi yenoBeka. OHa UTPaEeT BaXXHYIO POJIb B COBPEMEHHOI MEIUIIMHE,
MOCKOJIBKY TO3BOJISIET BBISIBISITh HAcleICTBEHHBbIE 3a0ojieBaHusl,
MPOBOIUTH UX MPOMUIAKTUKY U JIEUEHUE.

YuyebHOe mocobue Mo MEeIMUMHCKOW TeHEeTHKe MpeaHa3HaYeHO
JJIS1 CTYIEHTOB, OOyyalolluxcsl Ha MEIUIMHCKUX CIeMaTbHOCTSIX.
OHO coaepXuT MH(MOPMALIUIO O TEOPETUUYECKUX OCHOBAax Haciel-
CTBEHHOCTU M MU3MEHUYMBOCTH, OCHOBHBIX I'pYyMIlax HACJAeACTBEHHbIX
MNaToJIOTUIA, MIPUHIIMIIAX MEAUKO-TeHETUUECKOTO KOHCYIbTUPOBAHMUS
W IPYTUX ACIEKTaX MEANLIMHCKON T€HETUKU.

Ilenpto JaHHOrO y4eOHOIro mocoOus SIBsSETCS YriayOJieHue U 3a-
KperJieHrWe 3HaHUI CTYAeHTOB 00 OCHOBaX HACJEICTBEHHOCTU U U3-
MEHYMBOCTH, OCHOBHBIX TIpYIMIaX HACJAEACTBEHHbIX TaTOJOTHUIA,
NpUHIMNAX MEAUKO-TEHETUYECKOTO KOHCYJIbTUPOBAHUSI.

B yue6HOM nmocoOuu MpeacTaBIeHbI CIeIyIIe pa3aesbl:

1) BBemeHMe B MEAUIIMHCKYIO reHeTUKy. OpraHu3anusi MeIuKo-
reHeTUYecKoi ciayxx0bl. Kitaccudukaumsi HacleaCTBEHHBIX
3a00JIeBaHU I, TUTIbI HACJIEIOBAHMS;

2) LIUTOreHEeTHKA;

3) KIMHMYECKask TepaTOJIOT S,



BBepneHune

4) MMarHocTUKa U JiedeHue HacJaeACTBEHHBIX Oojie3Heil. MeTo-
JIbl CClleqoBaHus B TeHeTuKe. [1oaxoabl K Tepanuu Hacie-
CTBEHHBIX 3a00JIEBaHWIA;
5) npo(pUaaKTUKKU BPOXIACHHON 1 HACJIeACTBEHHOM MaTOJOIUN;
6) HeoHATabHbI CKPUHUHT;
7) 60JIe3HU BHYTPUKJIETOYHbBIX OPraHeJLI.
Kaxnplil pazgen cogepKUT TEOPETUIECKUI MaTepua, IpakTuie-
CKMe 3aJaHusl IJIsI CAMOCTOSITeJIbHOIM pabOThI, a TAKXKE KOHTPOJIbHbIE
BOMPOCHI TSI TPOBEPKU YCBOEHHOTO MaTepuaa.
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BBeoeHne
B MeOMUMHCKYIO reHeTmKY

OCHOBHbIE NOHATHUA

lenemuxa — 3TO Hayka O 3aKOHOMEPHOCTSIX HACJIeICTBEHHOCTU
U U3MEHYMBOCTU OPTraHU3MOB.

Hacnedcmeennocms — 3T0 CBOICTBO OpraHu3Ma MOBTOPSITh B PSILY
MMOKOJICHUI CXOIHbIE (heHOTUTTMYECKHUE TTPU3HAKU, OCOOEHHOCTH MH-
JUBUIYaTbHOTO Pa3BUTHsI, TUTIBI OOMEHA BEIlIeCTB.

H3meHuusocms — 3TO TIPOTUBOIIOJIOKHOE CBOMCTBO, OTpakalolee
WHAWBUAYaTIbHbIE PA3TIUUUS MEXIY OCOOSIMU OTHOTO BU/A.

MenuiHcKasi TeHeTUKA U3yJaeT POJib HACIEICTBEHHbIX (DAKTOPOB
B BOBHMKHOBEHUHU MATOJOTMUYECKUX CUMIITOMOB U TIPU3HAKOB B Opra-
HU3Me YeJIOBeKa, 3aKOHOMEPHOCTH TTepeiaul HACIeICTBEHHBIX 00J1e3-
Heil, METOAbl UX AUArHOCTUKHU, TPOMUIAKTUKMA U JICUSHUSI, a TaKxkKe
3a00JIeBaHUSI C HACJIEACTBEHHOM MPEAPaCcITONOXEHHOCTRIO [60].

T'enemuueckuii epy3 (puc. 1.1) — 3T0 COBOKYITHOCTb BCEX MaTOJIO-
TUii B TIOIYJISILMU, O0YCIIOBJIEGHHBIX HACJIEACTBEHHBIMM (DAKTOpaAMMU.
[To cyTu, reHeTUYECKUIi TPY3 — BTO YaCTh HACJIEICTBEHHON U3MEHY U~
BOCTHU TMOMYJISILUK, KOTOpasl OINpeelisieT MOsIBICHUEe MeHee MPUCIIO-
CcOOJIEHHBIX 0CO0E 1 eCTeCTBEHHBIN 0TOOD [54].
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BBeneHne B MeOUUMHCKYIO TeHETUKY

‘ leHeTU4YecKui rpys ‘

— T

MyTaLWOHHbIN ‘ ‘ CerperauuoHHbIi
06YC/I0B/IEH BOSHUKHOBEHNEM 06ycnoB/eH HacneayeMbIMn
M3MEHEHHDbIX (MyTaHTHbIX) ansenen MyTaUMAMY - Nepeadeil U3SMeHeHHbIX
noz, BO34elCTBUEM BHELIHUX annenel ot Hocutenen
dakTopos (de novo)

Puc. 1.1. Bugbl reHeTu4yeckoro rpysa’

lTen — 3TO CTPYKTypHasl eIMHUIIA T€HETUYECKOU MHGpOopMaluu,
conepkalieiicst B onpeneleHHOM ydacTke Mojiekynbl JHK [56].

TI'en MoxHo mipenctaBuTh Kak cermMeHT JIHK, comepxaieit xon
IIJIsT aMUHOKUCJIOTHOM TI0C/IENOBAaTEIbHOCTU ITOJUIIEHTUIHON eI,
JInis HeKOTOpBIE TeHbI CYIIECTBYIOT KaK HEIpepbIBHAS KOAOBAsI T10-
CJIeIOBaTeIbHOCTh. B OONBIIMHCTBE T€HOB KOIMPYIOIINE CETrMEHTHI
(9K30Hbl) TIEPEMEKAIOTCSI ¢ HEKOAUPYIOIIMMU TTOCIeI0BATEIbHOCTS -
MU (uHmMpoHamUL).

Anneau — anpTepHATUBHBIE Bapyallii OJHOTO U Toxke e reHa [10].
Tomo3ueoma — IpUCYTCTBUE ABYX ONMHAKOBBIX ajlieJieil OJHOTO TeHa.
Temepo3ueoma — nBa pa3HBIX aJlJIeNIsl OMHOTO IreHa.

COBOKYITHOCTh BCEX T€HOB UeJIOBEKa Ha3bIBACTCS 2CHOM.

COBOKYITHOCTb aJijiesieii onpeaeIeHHOTO MHANBUAA — eeHomun [52].

JHK (n1e30KcupuOOHYKJIEMHOBAsI KUCI0Ta) — 3TO JJIMHHASI MOJie-
Kyna, KoTopas HeceT reHeTudecKyto nHgopmanuio [10]. Perumukanus
JHK o0ycnaBnuBaeT Hacaea0BaHUE TPU3HAKOB.

PHK (puboHyKJIeMHOBAsI KMCJIOTa) CUHTE3UPYETCSI HA OCHOBE O/~
Hoit u3 ueneit JIHK u conepxxut nHgopmalimo o CTpyKType Oeska.
IIpouecc nepeBona reHetTnuyeckoit nHGopmauuu u3 JJHK B PHK Ha-
3bIBAETCSl MPAHCKPURUUSL.

IIpouecc cuHTe3a Oejika ¢ MOMOIIbI0 MH(MOPMALIMU ¢ MATPUYHOM
PHK — mpancasyus [10].

Ha cerogusiinHuit neHp onucaHo okojo 20000 kogupyolmux re-
HoB u nopstaka 10000 HacaeacTBeHHBIX 3a00eBaHMit [99].

' Pucynoxk Kynpsisuesoii E. B.
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VIcTopusa reHeTnkm

UcTopuAa reHeTUKH

OOBSICHUTH TepeJayy HacleACTBEHHBIX MPU3HAKOB MBITAIUCH
ele apeBHerpedeckue unocodbl. [MIMOKpAT MHCal 0 «HOCUTEIISIX
HACJIeICTBEHHOCTU», KOTOPbIe MOTYT HECTHU 310POBbE UM OOJIE3HMU.
ApUCTOTEIb IIpEAIiojaraj, 4YTo FreHepaTUBHAS C1jla My>KCKOTO CEMEHU
HaXOIUTCSI B «KM3HEHHOM LIEHTpPE» U OH OOecIieyMBaeT IOsIBJICHNE
MOTOMCTBA, CXOAHOTO C POJUTEIISIMU.

Ilepexon ¢ ¢unocodckoro Ha OUOJIOTUYECKUI YPOBEHb B M3Y-
YEHUU HACJIEACTBEHHOCTU W WU3MEHUMBOCTU IIpOU30LIea Giaarogaps
Yapnw3y HapBuHy. MM ObUIO MMOKa3aHO HEMOCTOSIHCTBO BUIOB U UX
MPOUCXOXKIEHNE OT IPYTruX BUIOB, OTJUUYAIOLIMXCS OT HbIHE XUBY-
mwmx [10].

B Hacrostiiee BpeMsl BbIICISIIOT HECKOJIBKO 3TAarloB B UCTOPUU Te-
HETUKU KaK HayKHU.

1. PanHss reHeTHKA

B 1865 r. I'peropoM MeHneseM ObIJIO COBEPIIEHO OTKPBHITHE JMC-
KPETHOCTU HACJIEACTBEHHBIX (pakTopoB. OH pa3paboTasl THOPUAOIO-
TMYECKUI METO U3yYeHUsT HACIEeICTBEHHOCTH, TO €CTh MPaBUJI CKpe-
IIMBAaHMUSI OPTraHM3MOB UM y4yeTa TPU3HAKOB y motomcTBa [99]. Kak
BbIpasuiics B cBoux Jekiusax H. B. TumodeeB-PecoBckuii, «anee Mbl
C BaMM YBUIUM, CKOJIb 3aMeUaTe/IbHA, JaKe TeHUaabHa OblLIa IJIST TOTO
BpeMEeHU 3Ta Hamlas TWrorte3a» [66]. OmHako 3HAYeHWE OTKPBLITUIA
Mennenst 6bu10 olieHeHo To3xe. B 1900 r. Tpu 6otanuka: I'. ne @pus
(Tonnangus), K. Koppenc (I'epmanus) u 5. Yepmak (ABcTpust), —
HE3aBUCHUMO APYT OT Apyra HATOJKHYJIUCH Ha 3a0bITyIO0 padoTy I'. MeH-
Jeasl U TIOATBEPIUIA €ro BhIBOIBI COOCTBEHHBIMU 3KCIIEPUMEHTAMMU,
YTO TIPUBEJIO K IIIMPOKOMY ITPU3HAHUIO €T0 OTKPHITUIL [56].

2. IluToreHeTuka

B 1902—1907 rr. Obl1a ycTaHOBJIEHA B3aMOCBSI3b MEXIY MEHIIE-
JICBCKMMM 3aKOHAMU HacJeAoBaHUs U pacIipelesieHUEeM XPOMOCOM.
Brut0 10oKa3aHO, YTO TeHbI PACIOIIOKEHBI HA XPOMOCOMAX, a HE3aBU-
CHMOE HacJjieloBaHUe TTPU3HAKOB CBSI3aHO CO CAyYallHBIM pacrpene-
JICHEM XpPOMOCOM B FaMETHI.
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BBeneHne B MeOUUMHCKYIO TeHETUKY

B 1910—1911 rr. T. MopraH ycTaHOBUJI, YTO T€HbI PACITOJOXEHbI
Ha XpOMOCOMax B JIMHEITHOM MOPSIAKE M 00pa3yloT TPYIIbI Clerie-
Hus. B yacTHOCTH, OBLJIO OTKPHITO CLEIUIEHNE HEKOTOPHIX 3a00JieBa-
HUi1 ¢ mojIoM [99].

B 1956 r. nBe He3zaBucumble mapbl uccienopareneir (.X. Tuuo
n A. Jlesan, Y. @opa u [. XamepToH) ITOKa3aJy HAJIU4YUE B COMATH-
YEeCKMX KJIeTKaX uesioBeKa 46 XpOMOCOM. YCTaHOBJIEHUE TOYHOTO YUC-
n1a (46) TTO3BOJIMIIO YYEHBIM MEPEUTH K GoJiee AeTaATbHOMY M3yIeHUIO
CTPYKTYPbI U GYHKLIUI XPOMOCOM.

3. MouieKyaspHas MeIUIMHA

VYTouHeHo moHsATHE «TeH». OTKpbITa MOJIEKYda Je30KCUPUOOHY-
kjaenHo# kucaoTsl (JIHK).

B 1953 r. monyuyeHa peHTreHoBcKas ¢oTorpadusi KpucTaiinye-
ckoii ctpyktypsl IHK (puc. 1.2, a) 1 co3maHa CTpyKTypHasi MOJesb
AHK (puc. 1.2, 6) (P. ®panknun, 1. Yorcon, ®. Kpuk), cocrosias
NBYX Liereit nesokcupudodocdara, cCoeAMHEHHbIX MapaMU a30TUCThIX
OCHOBaHMM (aIeHUH — TUMUH, T'YaHUH — LUTO3UH).

6

Puc.1.2. CtpykTypa AHK:
a — poTorpadus KpucTananyeckon cTpykTypbl OAHK,
caoenaHHas P. QpaHKAnHY; 6 — CTPYKTYpPHAs moaenb OHK?

a

Bo BTOpoii mosoBuHe XX Beka paciinpoBajiv TeHETUYECKU I KO,
MEXaHU3M ero IeiCTBUS B IIpoliecce cuHTe3a Oeyka B KiieTke. OOHa-
PYXWJIM, YTO TeHeTudeckas MHdopMalusl 3aKoAupoBaHa B TpUILIE-
Tax HykjieoTunoB JJHK, KOTOpbIX KOOUPYIOT TPUILIEThl HYKJICOTUIOB
tpaHcrnioptHoit PHK (TPHK) — xonoHbI.

'URL: https://snob.ru/selected/entry/120910/.
?Pucynok Kynpssuesoii E. B.
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VIcTopusa reHeTnkm

Kaxnprit KomoH B CBOIO ouepenb KOTMPYIOT OIPeneIeHHYIO aMu-
Hokucnoty [10].

M oba chopmynupoBana «lleHTpanbHasi mormMa MeIUILIMHCKON
TEHEeTUKW» (TPaHCKPUIMLIUSI — TPAHCISILIUST — OEJIOK).

4. XIX Bek

B 1990 r. rpynra y4eHbIX U3 pa3HbIX CTpaH Havyajaa MeXIyHapoI-
HbIIl HAyYHO-UCCAeN0BATENbCKIUM TTPOEeKT «['eHOM uesioBeKas», TaB-
HOI 1IEJbI0 KOTOPOTO ObLIO OMNpEeAeJUTh MOCIeI0BaTeIbHOCTh BCEX
nykieornnoB JIHK yenoBeka u naeHTU(PUIIMPOBATH BCE TE€HbBI B YEJIO-
BeyeckoM reHome [10, 99].

B 2003 r. 6112 omy0JIMKOBaHa MOJIHA TTociienoBaTeabHOCTh JJHK
(rmopsinka 3 mipa. Hykieotnnos) [10]. Kpome oueBumHOM yHIaMeH-
TaJbHOI 3HAYMMOCTH, OTIpeNeICHNE CTPYKTYPHI YEJIOBEUSCKIX TEHOB
SIBJIIETCSI BaXKHBIM 111arOM JUJISI pa3paOOTKM HOBBIX MEAUKAMEHTOB
¥ Pa3BUTHS IPYTUX aCTICKTOB 3APaBOOXPaHEHMSI.

PaspaboTaHa 1 BHepeHa B KIIMHUYECKYIO ITPAKTUKY METOIIKA CEKBe-
HupoBaHus1 HOBoro mokojieHus1 (NGS — next generation sequencing).
MeTtonyka cekBeHupoBaHus HoBoro rmokoyieHust (NGS) obuta pa3pabo-
TaHa 1 BHEOpEeHA B KIIMHUYECKYIO TIPAKTUKY Oraromapsi psimy TEXHOJIO-
TUYECKUX JOCTHKEHUM. OCHOBBI TEXHOJIOTUU ObLIM 3aJI0XKEeHbI TTpodec-
copamu Ilankapom banacyopamannanom u JI»Bumom Knenepmanom
n3 Kemopumkckoro ynusepcutera B 1994 1. Ix pabota npuBesia K co3-
JaHuio miatgopM Illumina, KoTopbie CTaayM OCHOBOI IS OOJBIIMH-
ctBa coBpeMeHHBIX NGS-Meronos. IlepBasi kommepueckas iatgop-
ma NGS, ocHoBaHHas1 Ha MMPOCEKBeHNpOBaHUU, TosiBrach B 2005 .
B knuHuuyeckoii npaktrke NGS Hauan akTMBHO TpuUMeHsIThest ¢ 2012 T.

OCO6EeHHOCTHU HALWEro BPpeMeHM

1. bypHoe pa3BuTHe IpeHaTaIbHO IUAarHOCTUKY U HEOHATAJIbHO-
ro CKpUHUHTA.

2. YTouHeHue MOHSTUS «HACEICTBEHHOI MPeapacoiOXKEHHOCTI».

3. Bo3MOXHOCTb cO30aHMsI TEHETUYECKOTO Macnopra.

4. TlosiBneHWe MOJEKYJISIPHOU MeIULIMHBI U TeHHOU Tepanuu [90].
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BBeneHne B MeOUUMHCKYIO TeHETUKY

3apaym MeauLUMHCKON FreHeTUKM

1. M3yyeHue posin TeHETUYECKUX U HETeHETUYECKUX (CPEaOBbIX)
($aKTOPOB B pa3BUTUHU HACJIEACTBEHHON MATOJIOTUH.

2. AHanu3 XxapakTepa HacjieqoBaHUs 3a00JeBaHUI U TTPOTHO3 ISt
IMOTOMCTBA B CEMBE.

3. UsyuyeHue xapakTepa HaCJeACTBEHHOM MaTOJIOrMK Ha MOJIEKY-
JISPHOM, KJICTOUHOM, TKAHEBOM, OPTaHU3MEHHOM U MOMYISIIIUOHHOM
YPOBHE.

4. Pa3paboTKa 1 BHeIpEHUE METOAOB TMATHOCTUKU HACIIEACTBEH-
HBIX 3a00JICBAHUIA.

5. IlpodunakTuka HACIEICTBEHHOI IIaTOJIOTUM W CHIKEHUE
YPOBHSI TEHETUYECKOTO Irpy3a MOMYJISILIUN.

6. OneHKa pacrpoCTPaHEHHOCTH BPOXIECHHBIX M HACJEICTBEHHBIX
3a00JIeBaHMI1, B TOM UKCJIe BPOXKIEHHBIX TOPOKOB pa3BuTusi (BITP).

7. BeIgBIIeHUE TepaTOreHHBIX U MyTareHHBIX (DAaKTOPOB BHEIIHEN
cpenbl.

8. PazpaboTka MeETOHOB JIeUeHMSI T€HETHMYECKMX 3a0o0eBaHMIA
(B TOM 4HcCIIe TeHOTEpaIum).

9. Pa3Butne MeTOOOB MpeHATAIbHON NMAarHOCTUKY M HEOHATa/lb-
HOTO CKPUHMHTA.

10. IlIupokoe BHeApPEeHHE MEAUKO-TEHETUUECKOTO KOHCYIbTUPO-
BaHus (MI'K), mponaranma MeInKo-TeHeTHIeCcKuX 3HaHuii [31, 60].

OpraHusauus
MeOUKO-TeHEeTUYEeCKOM CyXX6bl

CoBpeMeHHasi MeauKo-reHeTuyeckas ciayxkoba B Poccuum opra-
HusoBaHa [Ipukazom MuHmcTepcTBa 3npaBooxpaHeHns PO Ne 316
or 30.12.1993 «O panpHeilleM pa3BUTUM MenuKO-TeHEeTUYECKOM
CITyKOBbI».
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OpPraHn3aLVs MedyKo-reHeTUYeCKOM Cﬂy>+<6b|

Menuko-reHeTnueckas ciayxoa (MI'C) saBnsieTcs crnenuaaIn3upo-
BaHHBIM BWIOM MEIWIIMHCKON TToMomm Hacenenwio. Llens MI'C —
MNpOBEICHUE MEPOTIPUSITUI IO BbISIBIEHUIO, TPOGUIAKTUKE U JIEUEHUIO
HACJIe/ICTBEHHBIX W BPOXICHHBIX 3a00JIeBaHUIi, MO CHIKEHUIO 00Yy-
CJIOBJIEHHOM MMM CMEPTHOCTY U MHBAIMIHOCTHU.

OcHoBHoI1 Bua aesitenbHoct MI'C — mpoduiakTuka, KoTtopas
BKJTIOYAET TaKUe MOAXObI, KaK:

1) uHAMBUAYaNbHAS U ceMeliHasl TpoduIakTUKa — MEeIUKO-Te-
HeThdeckoe KoHcyabTupoBanue (MI'K);

2) nmonynsinMoHHas mpodwiaktuka — MI'K, HeoHaTanb-
HBI CKPWMHUWHT, TpeHaTajibHasl IMAarHOCTUKA, MOHUTOPUHT
BPOKIAEHHBIX MOPOKOB pa3Butus [31].

MI'C ¢pyHKUMOHMpPYET KaK COCTaBHas 4acTh CUCTEMBI JieYeOHO-
NpoUIaKTUYECKUX YUYPEXKIECHUN, OCYIIECTBJSISI CBOU MEpPOMpPUsI-
TUS B KOOpAMHALIMM C II€AMAaTPUUECKOM, aKyLIEpCKOW W APYTUMU
clIy>k0amu.

B CaepmioBckoil 00jacTy BeOyIIMM MEIULIMHCKUAM Y4YpexkKe-
HUEM, MTPOBOASIIUM MEINKO-TeHETUUECKOe KOHCYJIbTUPOBAHUE, SIB-
qsetcs T'AY3 CO «KimHuko-auarHoctuueckuii neHTp «OxpaHa 310-
poBbs MaTepu U pebeHka» (KL O3MP). OcHoBHOI1 3amadeii ieHTpa
SIBJISIETCSI OKa3aHUE TOCTYIHOM, KAYECTBEHHOM, MEPBUYHOM CIIelra-
JIN3UPOBAHHON MEAUIIMHCKON TTOMOIIIHN.

OcCHOBHbIE HaIlpaBJIeHUS B J€ATEJIbHOCTU LIEHTpA:

1) mpeHarajibHasl AMarHOCTUKA;

2) HeoHaTaJIbHbII CKPUHWHT;

3) nuarHocTMKa M JieYeHUE CYIPYXKEeCKUX Map ¢ OecruiomueM
1 HEBbIHAIIMBaHUEM O€PEMEHHOCTH;

4) MeIUKO-TeHETUYECKOe KOHCYJIbTUPOBAHNUE;

5) MOHUTOPUHI BPOXIEHHBIX MOPOKOB pa3BuTusi B CBepIJIOB-
CKOI1 00J1acTH.

IIpu HeoOxomumoOCTM, IO HaIMpaBICHUIO Bpada-TeHEeTHKa, I1a-
LIMEHTBbl HAMpPaBJISIIOTCS B MeAUKO-TeHeTUYECKU Hay4YHBIN LIEHTP
M. Axkamemuka H.II. boukoBa (MI'HII), xoTopoe sBisieTcs Bemy-
IIMM Hay4YHBIM LIEHTPOM B 00JIACTU MEAULIMHCKOM reHeTukKu B Poc-
cun. MI'HII mpoBoauT MIKMpOKMii IepedeHb UCCIeI0BaHUM IS 1A -
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BBeneHne B MeOUUMHCKYIO TeHETUKY

THOCTUKM HACJIEICTBEHHBIX 3a00JieBaHUii. B 3TOM LIeHTpe MOCTOSIHHO
pa3pabdaTbIBAIOTCS ¥ BHEAPSIOTCS B TPAKTUKY HOBBIE METOIbI TUATrHO-
CTUKM U JIeYECHUST HACJIEICTBEHHBIX Ooyie3Hell. B psime ciaydaeB ma-
LIMEHT MOXET IPONTH 00CIeToBaHNEe M MONYYUTh Tepallnuio B paMKax
MIPOBEIEHNS HAYYHBIX UCCIIETOBAHNIA.

NokasaHua ana meauKo-reHeTU4eCcKoro
KOHCYJIbTUPOBAHMUA

1. Hanuuue ycTaHOBIEHHOTO HAC/IEACTBEHHOTO 3a001eBaHuUsI WU
rmogo3peBaeMast HacJeICTBeHHAsI TAaTOJIOTUS B CEMbE.

2. PoxneHue pedeHKa ¢ BpPOXKIACHHBIMU MOPOKAMU Pa3BUTHSI.

3. 3amepxkKa (PU3NUECKOTO 1 YMCTBEHHOIO Pa3BUTHS y peOSHKa.

4. BoisiBIeHMEe TATOJOTUU TIPU MPOBEJAECHUN TIPeHATAIbHON aua-
THOCTMKH WJIM HEOHATAJTbHOTO CKPMHWHTA.

5. TloBTOpHBIE CITIOHTaHHbBIE A0OPTHI, BHIKUIBIIIN, MEPTBOPOXKIE-
HUS (MIPUBBIYHBIA BHIKWIBIIII).

6. KpoBHOPOACTBEHHbBIE OPaKHU.

7. Bo3neiicTBre N3BECTHBIX WM BO3MOXHBIX TepaTOreHoB B I Tpu-
MecTpe 6epeMEeHHOCTH.

8. becruiogue B Opake (mociae UCKIIOUESHUST Hanboaee BEPOSITHBIX
MPUYUH U/UIN IPU Hed(D(HEKTUBHOCTU JICUCHMUST).

9. KoHcymbTamus nepen mpoBeaeHEM BCITOMOTATEIbHBIX PETIpo-
IyKTUBHBIX TexHosoruii (BPT) B ciayyae Heynau BPT B anamHese.

Knaccudukauus
Hac/neaACTBEeHHbIX 3a60n1eBaHUA

Kiaccudukaiys HacJIeICTBEHHBIX 00JIe3HEH CXeMaTU4YHO IIpe.-
cTaBjieHa Ha puc. 1.3.
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Knaccnounkauma HacneaCTBEeHHbIX 30601eBAHMN

HacnepcrBeHHble 6onesHun ‘

—

T

XpomocomHble ‘

‘ MoHoreHHble ‘ |MyanV|¢aKTopr|e

COI'IpOBO)KAEIOTCﬂ
M3MeHeHNeM Konnyectsa
WU CTPYKTYpbI
XPOMOCOM.
lMpumepbr: cuRapom
[ayHa, cuHapom
dABapaca, CUHAPOM
Dnllwopakn

3abonesaHus, NPUHUHON
KOTOPbIX ABNAOTCA

onpe/aeneHHble MyTalun
OTAle/IbHbIX FEeHOB.

lMpumeper:
MYKOBMCLM/IO3,
remodpunus,
muoaucTpodua [lioleHHa

BonesHu ¢ HECnEACTBEHHOﬁ
NpeapacnonoXeHHOCTbIO, ANA
NPOABNEHUA KOTOPbIX
HeobXoAMMO AeiicTBIE Kak
HacneacTBeHHbIX, TakK U
CcpesioBbIX GaKTOpOB.
Mpumepbr: caxapHbiil Anaber,
GpOHXMaﬂbHaﬂ acTtma

Puc. 1.3. Knaccudpukaumsa HOCeaCcTBEHHbIX 601e3Hen’

XpOMOCOMHBbIE 0OJIE3HU MOTYT COMPOBOXAATHCS MO0 U3MEHEHU -
€M KOJIMYECTBA, J100 M3MEHEHUEM CTPYKTYphl XxpomMocoM. Ilompo0-
Hee 0 HUX OyJeT pacckasaHo B pasnese «LlutoreHeTrkar.

MoHoreHHbIe 3a001€BaHMSI MOTYT OBITh OOYCJIOBIEHbBI MyTaLIUSIMU
B sinepHoii JIHK (3aboneBaHust ¢ MeHIEIeBCKMMU TUTIAMM HacCJeI0Ba-
HUST), 100 U3MEHEHUIMU MUTOXOHApUaibHOU JIHK (MUTOXOHApUAIL-
HBIM 3200J1eBaHUSIM MOCBSILLEH pa3ie «MUTOXOHApUAbHbBIE O0JIe3HI».

Yamie Bcero BCTpedyaroTcs MYJIbTU(AKTOpUAIbHBIE 3a00JIeBaHUS.
[TpakTu4ecKku J10Oble U3BECTHBIE XPOHUUYECKHE 320016 BaHUST O0YCIOB-
JIEHbl YaCTUYHO TE€HETUYECKOU TMpenpacroaoXeHHOCTbIO (0COOEHHO-
CTSIMU T€HOTUIIA — HEOJAroNpUSITHBIM COYETAaHUEM HECKOJIbKUX ajlie-
JIell pa3HbIX T€HOB), a YACTUYHO (DAKTOpAMU OKPY-KAIOIIEH CPEIbI.

HacnenctBeHHbIe 3a00J1eBaHUST HE BCETa SIBJISIFOTCS BPOXKIACHHbI-
Mu. OHU MOTYT TIPOSIBUTBCS B AETCTBE MOCJIE TIEproAa HOPMaJIbHOIO
pa3BUTHS WM BO B3pociioM Bo3pacte [60]. B To ke BpeMs BpoxXaeH-
Hble 3a0ojieBaHUs (MMEIOIIMECs ¢ MOMEHTa pPOXICHUs) He Bceraa
00YCJIOBJIEHBI HACEACTBEHHBIMU (haKTOpaMu (HaIIpuMep, MOXET po-
JIIUThCSI PEOEHOK C BPOXIEHHBIMU ITOPOKAMU PAa3BUTUSI, OOYCIIOBIIEH-
HBIMU UH(PEKIIMOHHBIM 3a00JI€BAHUEM ).

Oco0eHHOCTH KJIMHUYECKUX MPOSIBJICHUI HACIeICTBEHHOM TaTo-
JIOTUU:

1) o GOMBIIMHCTBA HACIEACTBEHHBIX 3a00jieBaHUM (OKOJIO
75 %) xapakTepHa paHHsISI MaHU(beCTALUS WA BPOXKICHHBIIA
XapakTep;

' Pucynok Kynpsisuesoii E. B.
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BBeneHne B MeOUUMHCKYIO TeHETUKY

2) ceMelHbI XapaKTep: IIOBTOPHbIE CIyYal CXOAHOM MaTOJIOI NN
Y YJIEHOB CEMbH;

3) XpoHU3aLMS U IPOTPECCUpPYIOIIee TEUCHHUE;

4) MHOXXECTBEHHOCTb MaTOJOIMYECKUX U3MEHEHUIA;

5) pe3ucTeHTHOCTH K Teparuu [99].

Hanuuue nepedncieHHbIX 0COOEHHOCTEN CBUACTEILCTBYET B MOJIb-

3y HacJIeICTBEHHOTO 3a00JieBaHUsl, OHAKO HU OfHA U3 MepeurclieH-
HBIX OCOOEHHOCTEN HE SIBJISIETCST 00S13aTeIbHOM.

Tunbl HOCN1eaOBAHMUSA

HacnenoBaHrue HECKOJbKUX ThICSY 3a00J€BaHUN TPOUCXOIUT
B COOTBETCTBUU C 3aKOHaMM MeHnens [56].
OCHOBHBIE TUIBI HACJIENOBaHMSI TIpEACTaBICHbBI Ha puc. 1.4.

‘ Tun HacnegoBaHUA ‘

— ~

~

Aut Rec

Aut Dom

Y reTeposunroTHbIX
HocuTenei
3abonesaHue He
nposasnAeTca. BonbHbl
FOMO3UroTHble
HOCUTENN MyTaLLUN.
Pyick ans notomcrsa
2X reTeposMroTHbIX
HocuTeneit — 50%

Hocutenb mytauum
MMeET HacneACTBEHHOE
3a6onesaHue. Puck
nepeauv ana
notomctea — 50% (value
BO3HUKaOT MyTaumm de
novo)

X-cuenneHHbIn

(peueccuarbiii)

Y-cuenneHHbIn

Mpumepsr: CMA, OKY,
ranaktozemus, BIKH

TMpumeper: cuHapom
MapodaHa, xopesn
[eHTUHITOHa,
TaHaTodpopHas
ancnnasua

Yauue Bcero —
MKEHLWWHbI
6eccMnToMHble
HOCUTE/IbHNLbI
MyTaummn. MyunHbl-
HOCHTeNM BONbHBI.
Puck ans coiHosein
HocuTenbHuLpl — 50%

BonbHbl MY>X4YUHDbI-
Hocutenn. Bee fodepn
HOCUTeNs 340pOBbI,
puck 3a6onesanms Ans
cbiHoBel — 100%

TMpumepsr:
muoanctTpodus
[ioweHHa, remopunus

TMpumepsr:
asoocnepmus,
TMNepTPUXO3 YLIHbIX
paKkoBuH

Puc. 1.4. Tunbl HOCNE[OBAHMUSA'

HaubGonee yacTto BcTpedaeTcss ayTOCOMHO-PELIECCUBHbBIN TUI Ha-
crnenoBanus (Aut Rec). Takoli TUIT HacJaeqOBaHUSI UMEIOT OOJIbITNH-
CTBO HacJIeJICTBEHHbIX Oosie3Helt oomeHa BelecTB (HBO).

Ecnu 3a6oeBaHue UMEET ayTOCOMHO-PELIECCUBHBIN TUIT HACTIENO-
BaHMUSI, TETEPO3UTOTHBIE HOCUTEIN HE UMEIOT KIIMHUYECKUX MTPOSIBIIC-

' Pucynoxk Kynpsisuesoii E. B.
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Tunbl HOCEOOBAHUS

HU 3a00JIeBaHMS U, KaK MIPaBUIIO, HE 3HAIOT O CBOEM CTaTyce HOCH-
tess1. OaHaKo eciiu 00a poauTessi UMEIOT MyTallMIO B OTHOM U TOM XK€
TeHe ¢ pelieCCUBHBIM TUIIOM HacJIeIOBaHMsI, PUCK POKICHUS peOeHKA
¢ 3aboJieBaHNEM cocTaBisieT 25 %.

B ciyqae ayTocOMHO-TOMMHAHTHOTO THIIA HACJIeIOBaHUS BCE Te-
TEPO3UTOTHBIE HOCUTEIN MYTaHTHOTO aJljiejisl OyayT UMETh MPpU3HAKU
3a0o0ieBaHMsI. | OMO3UTOTHOE HOCUTEIBCTBO MYyTallMii ¢ TOMUHAHT-
HBIM TUIIOM HAacJelIOBaHMS MPaKTUUECKU He BCTpevaeTcsl. Puck me-
penaun 3aboieBaHus 1t moToMcTBa — 50 % (He3aBUCUMO OT T10J1a).
BcTpeuaroTcsi ayTOCOMHO-IOMUHAHTHBIE 3a00JeBaHUSI C TSDKEIbIM
TEUCHUEM M CMEPTHOCTHIO B paHHEM IOETCKOM Bo3pacTe. Takue 00-
JIE3HU Yallle BCero BO3HMKAIOT M3-3a BOZHUKHOBEHUSI MyTallUu de
novo (To eCThb HA OIWH U3 POIUTENICH He SIBJISIETCS HOCUTEIeM MyTa-
LIMK), HATTpUMeD, BCIASACTBHE BO3PACTHBIX U3BMEHEHU I TeHOMa raMmer
VI MyTalIMOHHBIX BO3ICHCTBUIA Ha MOJIOBBIE KIeTKU. B aTOM ciydae
PUCK TIOBTOPHOTO POXIEHHUSI OOJIBLHOrO pebeHKa B ceMbe HE3HauU-
TEJTHLHO MPEBBIIIAET OOIICTIONMYISIIMOHHBI.

[Ipu X-cuerjieHHOM pelLEeCCUBHOM THUIIE HAacJeIOBaHUSI HOCU-
TeTBHULICH MyTallud OOBIYHO SBJSETCS 3mMOpoBast KeHIMWHa. Ilo-
CKOJIbKY B TEHOME XKEHILIMHbI UMEETCSI IBE X-XPOMOCOMbI, B TEHOTUIIE
MPUCYTCTBYET I10 KpaliHel Mepe OIMH HOpMaJbHbIN aiesib. OgHaKo
Yy MY>KYMH MMeeTCs JIUIb ofHa X-XpOMOCOMa, TTO3TOMY MpU HaJIU-
YUY MYTAaHTHOTO aJlJIeJIsl IPOSIBIsIeTCs 3a0oieBaHus. Takum oOpa3oM,
BCE JOYePU KEHITMHBI-HOCUTEbHULIBI OYIYT 3M0POBbI, HO MOJOBHUHA
13 HUX OYIyT HOCUTEJIbHUIIAMHM MYTalluM (M1 MOTYT TIepeaaTh €€ CBO-
nM aetsm) [52]. Cpeau cerHoBeit 50 % GyayT 60bHBI (YHACIIEAOBaB-
mue X-XpoMOCOMY C MyTaHTHBIM aiieneM), a 50 % — 3nopossl. Eciu
y 00JIBHOTO MYXXUMHBI ¢ X-CLEMJIeHHbIM 3a00J1eBaHUEM MOSIBUTCS T10-
TOMCTBO, TO BCE €TO CBIHOBBSI OYIYT 3MOPOBHI (OH MM TIepenacT HOp-
MallbHYyI0 Y-XpoMocoMmy). Bce mouyepu takke OyayT 3M10pOBbI, HO BCe
OHU OyIyT HOCUTEJbHULIAMU MyTaluu [99].

HamHoro pexe BcTpevaeTcst X-CUETUIEHHBII JOMUHAHTHBINA TUII
HacyenoBaHus. B aToM cirydae, eclim HOCUTEIBHUIIA MYTAIIUU XKEH-
muHa, To 50 % ee meteit OyayT 60JBHBI, a 50 % 3MOpPOBHI (HE3aBUCHMO
OT 10J1a). Y OOJbHOIO0 MYKYMHBI ¢ X-CLEIUICHHBIM HJOMMHAHTHBIM
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BBeneHne B MeOUUMHCKYIO TeHETUKY

3a00JIeBaHUEM BCE CBHIHOBBSI OYIyT 3MOpPOBBI, BCE IOYEpU OOILHBI.
B HekoTophIX ciydasix X-clUelJIeHHble JOMUHAHTHbIE MyTalluu ObI-
BAlOT JIETAJbHBIMU /IS TOTOMCTBA MY>KCKOTI'O T10J1a, U MOJ00HbIE 3a-
OoJsieBaHUSI BCTPEYAIOTCS TOJBKO Yy JEBOYEK U BCeraa BO3ZHUKAKOT de
novo. B KauecTBe mpuMepa MOXKHO IIpuBeCTU CUHApoM PeTTa (Tsike-
J1ag 3MWIenTUYecKas sHIledanonaTus ¢ poxiaeHus ) [26].

Pexxe Bcero BcTpeuaeTcs Y-CUEIUIEHHBIM THMII HacjaedOBaHMUSI.
3abosieBaHUsI C BTUM TUIOM HACJIEIOBaHUSI BCTPEUYalOTCsl TOJBKO
Yy MyX4uH (IIOCKOJIbKY Y XEHIIUH HeT Y-XpomocoMbl). Bece mouepu
MYXXUMHBI C TOAOOHBIM 3a00JieBaHWEeM OYAyT 310pPOBbI, BCE CHIHO-
BbsI — 00JIbHEL. BeTpeuaioTcst HeKOTopbie (pOpMBI MY*KCKOTO O€CILIO-
JIUSI C TAKMM TUIIOM HacjieAoBaHUsl. B HEKOTOPBIX cydasix My>KUYMHaM
yaaeTcs MoJyYUuTh MOTOMCTBO C IOMOIIBIO BCIIOMOTaTeIbHbIX PENpo-
IYKTUBHBIX TexHojoruil (BPT), omHako He0O6XonnMMo MMOHUMATh, YTO
BCE€ MOTOMKM MYKCKOTO T0Jia YHACJAeAYIOT aHAJOTUYHYIO MYTallUio
Y-XpoMOCOMBI U, CAeAOBATEIbHO, aHAJTOTUUHBIE TTPOOJIEMBI CO 370-
poBbeM [99].

MoHOreHHbIe HaceACTBEHHbIE 3a00IeBaHUsI HE BCEra MOAUMHSI -
10Tcsl 3akoHaM MeHpensi. KpoMe Toro, KiMHuKa 3a00J1€BaHUS MOXET
HECKOJIBKO Pa3nyaThbCsl Y pa3HbIX WICHOB CEMbU. DTO MOXHO OObsIC-
HUTb, B YACTHOCTH, Pa3JIMYHOU MEHETPAHTHOCTbIO U DKCIIPECCUBHO-
CTbIO TE€HOB.

DKcnpeccusHocms — 3TO CTeleHb (heHOTUITMYECKOUN BbIPaXKeHHO-
¢ty (MPOSIBJIEHUST) TeHETUYECKU IeTEPMUHUPYEMOTo TTpU3HAaKa.

Ilenempanmuocms — 3TO YacTOTa MPOSIBJIEHUSI TIpM3HaKa (B TOM
Yyyclie Haauuusl 3abosieBaHus), NETEPMUHUPYEMOTO JOMUHAHTHBIM
ajuiesieM (pexe — PelecCUBHBIM ajlieJieM B TOMO3UTOTHOM COCTOSI-
HumM) [60].
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KOHTPO/bHbIE 3000HMS

KOHTpO/bHbIE 3Q4AQHUA

1. JaiiTe ompenesieHNe TepPMUHAM: TPAHCKPUIILIWS, TPAHCIISLINS,
r€HOM, TEHOM, ITEHETPAHTHOCTb, SKCITPECCUBHOCTD.

2. CorocTaBbTe KaXIylo CXeMy C TUTIOM HacJIeqOBaHUS:
1) X-cuenjeHHbI peLieCCUBHBIN,
2) Y-clenaeHHbIH,
3) Aut Dom,
4) Aut Rec.

o
0@@@ @@

25/° Aa 50% 25% Aa 50% aa 50%

Q+C @*6
9c6d Q@

XX* 25% XX 25% XY 25% X*Y 25% XX 50% XY 50%

a

3. JKeHluMHa cTpanaeT HacJeICTBEHHbIM CUHIPOMOM AUCILIa3UU
COCMMHUTEIBHON TKAaHU: UMEET BBICOKUI POCT, TUIIEPMOOMIBHOCTD
CyCTaBOB, neeKT MexcKesynoukoBoit neperopoaku (JIMZKIT). Ana-
JIOTUYHOE 3a00JIeBaHKE €CTh Y €€ OTla, MaTh 310pOBa. Y KOHCYJIbTH-
pyeMoii ecTh IBa 3MOPOBEIX OpaTa. Y OXHOTO M3 HUX 3I0POBast 10Yb.
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Omnpenenure TUII HACJAeAOBaHMS 3a00JI€BaHMs 1 PUCK [JI TTOTOMCTBA
KOHCYJbTUpYeMoii. HapucyiiTe pogocioBHYIO.

4. IIpobGang — Manpuuk 6 jet. Ecth mpusHaku Muonatuu. Pomu-
TeJIX 3I0POBHI, OMHAKO Yy MaTepu OpaT, MHBAIUA AETCTBA, C TMATHO-
30M MMOIATHS, NepeaBUracTcs Ha MHBAJIUIHON KoJjisicke. Ornpene-
JINTE TUN HACJeIOBaHMS 3a00JIeBaHUSI U PUCK IS OpaTheB U cecTep
npobaHga. Hapucyiite pogocioBHYIO.

5. ZKeHIIMHA obOpaTuaach ¢ 1eJbl0 OMpeaeeHUs MPOTHO3a IS
MOTOMCTBa. B ceMbe KOHCYJIbTUPYEMOW U €€ CyIpyra OOJbHbIX Ha-
CJIeICTBEHHBIMM 3a00JieBaHUSIMU He ObL1o. B aHamHe3e ogHa Gepe-
MEHHOCTb, 3aBepIIMBIIASCSI HAa CpoKe 21—22 Hemeau mpepbiBaHUEM
M0 MEAULIMHCKUM TTOKa3aHUSIM — MHOXECTBEHHbIE BPOXKIEHHBIE O-
pPOKM pa3BUTHUS Y TI101a: AedopMalins yepena, nechopMaiivs rpyaHon
KJIETKH, TIepeJIOMbl KocTeil KoHeuHocTel. [To kenaHuo KOHCYIbTHU-
pyeMoii ObLIO TMPOBEJEHO TeHETMYECKOe HCCleoBaHue MaTepuala
iona. BeisiBieHa retepo3uroTHast mytanus B reHe FGFR3, acconu-
MpoBaHHas ¢ TaHaTO(popHOU nuciuiazueil. OnpeneanuTe TUI HacIea0-
BaHWUSI U PUCK JIJIST TOTOMCTBA.

TecToBblI€ BOMNPOCHI

1. Yem 00ycI0BJIEH cerperanoHHbIii reHeTHYeCKuid rpy3?
1. Bo3HUKHOBEHMEM MyTallMil B TIOJIOBBIX KJIETKAX MO BO3Ei-
CTBHEM MYTarc¢HOB.
2. JleficTBueM TepaTOTeHHBIX (DAKTOPOB MPpU OEPEMEHHOCTH.
3. Ilepenaueii ”3BMEHEHHBIX ajlIejieil U3 IIOKOJICHUS B IOKOJICHHE.
4. Bce oTBeTHI ITpaBUJIbHBIC.

2. Yro Takoe ajwien?
1. AnbTepHaTUBHBINM BapHUaHT I'eHa.
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2. MyTaHTHBII BapyMaHT reHa, MPUBOASIINN K TeHETUYECKOMY
3a00JIEBaHUIO.

3. COBOKYMIHOCTb BCEX T€HOB YeI0BeKa.

4. T'eH, pacnoJIoXXEHHBII Ha MOJOBOI XpOMOCOME.

3. Kakoe KoJ1M4ecTBO reHOB MMeeTcs y yeioBeka?
1. Oxomo 10000.
2. Oxomo 20000.
3. OKoJI0 2 MJTH.
4. KonnuyecTBO TeHOB He TTOAIAeTCs TTOACYETY.

4. Kakum y4yeHbIM BliepBbie ObLIM ONMMCAHBI IPYNIbI CIIETLIEHHS TeHOB?
1. Yapinb3 JlapBuH.
2. I'perop MeHpenb.
3. Tomac Xant Mopras.
4. I'yro ne ®pus.

5. JInsA Kakoii rpynnsl HACJIEACTBEHHbIX 00JIe3Hel XapaKTepeH MeH-
JIeJIeBCKUii THII HACJIeI0BAHHNA?
1. XpoMOCOMHBIE.
2. I'enHble.
3. MutoxoHapuaibHbIE.
4. J1ns Bcex HACIEACTBEHHBIX 3a00JIeBaHMIA.

6. Kakoii Tun HacJ1eJ0BaHHs BCTPEYaeTCs Yamie BCero?
1. AyTOCOMHO-TOMWHAHTHBIM.
2. AyTOCOMHO-PEe1IeCCUBHBIIA.
3. X-cleTIeHHbIN pelieCCUBHBIN.
4. X-crnelieHHbII JOMUHAHTHBIMA.

7. Ilpn KakoM THUIEe HACJIEIOBAHUS 3a00JIEBAHHSI, HMMEIOIIErocs
y npoGanjia, umeercs HanuboJiee BLICOKHIT PUCK mMepeaayn 3a00ieBaHus
MOTOMCTBY?
1. AyTOCOMHO-TOMWHAHTHBIM.
2. AyTOCOMHO-PEe1IeCCUBHBIIA.

25



BBeneHne B MeOUUMHCKYIO TeHETUKY

3. X-cluerieHHbI! pelieCCUBHbIM.
4. X-cuerieHHbI JOMUHAHTHBIA.

8. Komon, Kogupywmuii onpeaejeHHyl0 aMUHOKHCJIOTY — 3TO TpH-
IUTET HYKJICUTH/IOB:
1. JHK.
2. PHK.
3. MUuTOXOHAPUIA.
4. beskoB.

9. Beaymmm MeTMIIMHCKAM Y4IpezKIeHreM, POBOISIIIM MeIUKO-TeHe-
THYECKOE KOHCY/IbTHPOBaHUE B CBEPIIOBCKOIi 00J1aCTH SABJISETCS:

1. KL O3MP.
2. YpanbcKuii HaydHO-UCCIEeI0BATeIbCKUI UHCTUTYT OXpaHbl

MaTCpPUHCTBA U MJIaICHYECTBA.

3. MT'HII.
4. ExatepyHOYpPIrcKnii KIMHUYECKUI ITepUHATATIbHBIM LIEHTP.

10. Yto M3 mepeync/IeHHOrO He SABJISETCHA MOKA3AHHEM Il MeIUKO-

reHeTHYeCKOro KOHCYJIbTHPOBAHUS?
1. KpoBHOpOACTBEHHBIE OpaKU.
2. BozneiicTBre U3BECTHBIX WIIM BO3MOXKHBIX TePaTOreHoB B | Tpu-
MecTpe OepeMEeHHOCTH.
3. IIpuBBIYHBII BHIKUABIIII.
4. TpyOHO-IEpUTOHEAJIbHOE OECIUIONNE.
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Xpomocoma — 3TO HYKJICOTUIHASI CTPYKTYpa B siipe KJIETKU, B KO-
TOPOM cocpenoToueHa HacaeacTBeHHas nuHdopmanus. TepMuH «Xpo-
MocoMa» ObLT MpeaioxeH B 1888 1. B. Banbaeiiepom.

CorracHO COBpEeMEHHBIM TIPEeICTaBICHUSIM, XpOMOCOMa — 3TO
YPOBEHb OpraHM3alMK¥ HACJIEACTBEHHOrO MaTepuajia KJIETKU B BUIE
HYKJIEONIPOTEUIHOTO (XPOMATUHOBOI0) KOMILIEKCA.

XpoMaTuH sIBJIsIeTCsI UHTep(da3Hoi (hOpMOIi CYIIECTBOBAHUS XPO-
MocoM KieTku (puc. 2.1) [28].

XpoMaTUH ____, XpoMOCOMbI

(MHTepdasa) (BO BpeMA AeneHuA KNeTKK)

Puc. 2.1. XpOMATHH 1 XxpoMmocoma'

OCHOBY XpOMaTHHA COCTABJISIET HYKJICOITPOTEMHOBBIN KOMITLJIEKC —
JHK u 0enku. Bce XxpoMOCOMHBIE OE/IKM pa3fesIsiioTcsl Ha 2 TPYIIIIbL:
TMCTOHOBBIE U HETUCTOHOBBIC. [ MCTOHBI — TTOJIOKUTEIBHO 3apsIKeH-
HbIe OCHOBHbIC O€JIKH, TIpeicTaBiIeHHbIe 5 dpakumsamu: H1, H2A, H2B,

' Pucynok TpetbsikoBoii T. b.
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H3 u H4. B xpomaTtuHe Bce (ppakiiuy THCTOHOB OOHAPYKMBAIOTCSI TIPH-
OJIM3UTESILHO B PaBHBIX KOJWYECTBaX, 3a UcKMoyeHrueM H1, koropo-
ro IpUMEPHO B 2 pa3a MEHbIIIe, YeM Ipyrux ¢pakuuii. HerucroHosbie
oenku nipencrapieHbl 6osee 100 ppakiusamu. OHU BBITTOTHSIIOT CTPYK-
TYPHYIO W PETyJsITOPHYIO pojib. B cocTaB XpoMaTMHA TakKe BXOMIST
PHK, nmunuapl, monucaxapuabl, MIOHBI HEKOTOPBIX MeTayioB [9, 52].
CrpyKTypa XpoMaThHA KpaifHe BaxkHa IJIST PETYJISIIMU SKCIIPECUU Te-
HOB [9, 28, 52].
Bunsl xpomocoM 1 X cTpoeHUe MpeacTaBIeHbl Ha puc. 2.2, a—B.

Letpomepa

Tenomepsl

Mneyn
XPOMOCOMDI

\

a 6 B

Puc. 2.2. CTpoeHne XpoMOCOM™":
a — MeTAauUeHTPpHUYeCKas XPOMOCOMQ,
6 — cybMeTaLEeTHPUYECKAS XPOMOCOMAQ,;
B — AKPOLIEHTPUYECKAA XPOMOCOMA
B xpoMocoMe BBIIEJSIOT nepeuuHyo nepemsicky, B 00JacTh KO-
TOPOI pacIoNiOXEHa yeHmpomepa, Urparllasi BaxXHYI pojib B pac-
XOXIEHUU XpoMaTu (XpOMOCOM) BO BpeMsl AeaeHuUs KieTKu. I1o o6e
CTOPOHBI OT LIEHTPOMEPHI HAXOASTCS MJIEYN XPOMOCOM, KOTOPHIE 3a-
KaHYMBAIOTCS KOHIIEBBIMU yJyacTKaMu — menomepamu [9, 52].
dopMa XpOMOCOM OMpENEIIIeTCs] TOJIOXKEHUEM TIePBUYHOM I1e-
peTsbkku. Eciy oHa IeUT XpoMocoMy Ha 2 IMIPUMEPHO PaBHBIX ILieda

' Pucynoxk Kynpsisuesoii E. B.
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XPOMOCOMa Ha3bIBACTCS MemaueHmpu4eckas, eCIi OIHO TUIeYO CYIIIe-
CTBEHHO OOJIbLIIE IPYTOr0 — CyOMemayeHmpu4eckas, €Ciiv LIeHTpoMepa
pacnojioxeHa 0JIM3K0 K KParo XpOMOCOMBI — akpouenmpuueckas |9, 52].

KneTouHbId LMK
Tunbl geneHus KJ1eToK: MUTO3, MENO3

Knemounotii yuxna — 3TO TIEPUON XKU3HENESATCTbHOCTH KIIETKU
OT MOMEHTa e¢ 00pa30BaHMs IO HOBOTO JCJICHUS MW THOETN KIIeT-
ku [10, 28, 52].

Mumomuueckuil yuxka — 3TO TIEPUOM, BKIIIOYAIOLIUI MTOATOTOBKY
KJIETKM K AeeHuIo (unmepghazy) u camo nenenue (mumos) [10, 28].

B 3aBUCHMOCTH OT THIIA KJIETOK 1 MX CITOCOOHOCTH K IeJICHUIO COOT-
HOIIIEHHWEe KJIETOYHOTO M MUTOTMYECKOTO ITNKJIA MOXKET OBITH pa3HBIM.

WNutepdasza 3annmaer He MeHee 90 % BpeMeHU OT BCEro MUTOTU-
YECKOTo IMKJIA. B Heil BBIIEISIIOT HECKOIBKO TTePHOIOB.

1. IIpecunteTnyeckuii nepuoa G1

Kitetka GbICTpO pacTeT, MPOM3BOANT U HAKATIIMBAET Pa3IMIHbIE CO-
ennHeHUs. [eHbI XpOMOCOM aKTHBHO 3KCITPECCUPYIOTCS. XPOMOCOMBI
HaXomITCs B IEKOHICHCHUPOBAHHOM, IECITMPAT30BAHHOM COCTOSTHUM
(xpomaTrH). KonmdecTBO TeHETMYECKOTO MaTepHajia B 3TOT TEePUO
2n2c, TAe N — 3TO KOJIMYECTBO XPOMOCOM TalJIOMIHOTo Habopa (y ye-
JoBeka — 23), a ¢ — a1o konnuectBo JIHK (ogHo#t MosieKyIibr).

2. CuHTeTHYECKMIi mepuox S

[Tpoucxomnt perummkanus (yaBoenue) mojekyn JHK. Komnue-
CTBO TEHETUIECKOTO MaTepuasa 2n4c, T. €. XpOMOCOM OCTaeTCsI Ipexk-
Hee KoamuecTBo (46), a konmndectBo JJHK yasanBaercs (Kaxaas Xpo-
MOCOMa COCTOUT U3 2 XxpoMatun) [52].

3. INocTcunTeTHYeCKMii (MpeMuTOTHYECKUiT) mepuon G2

3aBepIaeTcs MOATOTOBKA KIIETKW K JEJCHHWIO, CUHTE3UPYIOTCS
GelIKM BepeTeHa IeJeHUs W BelllecTBa, HeOOXOMUMEBIE TS YIBOCHMUSI
ueHTpuoseit. KonndecrBo reHeTnyeckoro Marepuaia 2n4c 6, 11, 67].
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ITocne uHTepdaspl HAUMHAETCS AEJACHUE KIETKU (MUTO3). Mu-
mo3 — HeNpsIMoe NeJIieHUe KJIETKM, COMPOBOXKIAMIIeeCs Crupau-
3alMeil XpoMOCOM. B MHUTO3e BBILAENSIOT HECKOJIBKO CTaauid, Mo-
CTEeTIEHHO IIpeXOondInuX ApYyr B apyra: npodasy, Merada3sy, aHadasy
u Tesodasy [6].

IIpogpaza — niepBast paza MuTo3a. HaunmHaeTcst mpoluecc KOHACH-
callMy ¥ cnupaau3allMy XpoMaTUHA U MpeBpalleHUe ero B KOMITaKT-
HbIE TeNblia (Xpomocomsl), COCTOSIIIME U3 2 XpOMATUI, COCTUHEHHBIX
B oOsactu LieHTpoMephbl. HaumHaeT (hopMupoBaThbCsl BEPETEHO Me-
JIGHUsI, PACTBOPSIETCS SIIPBILIKO, sIAepHAasi 00O0JIoYKa pacrmagaeTcs
Ha pparmeHTHI [52].

Memagpaza — BTOpPasi paza MuTo3a. 3akaHUMBaeTcsl (GopMuUpoBa-
HUE BepeTeHa AeJIeHUs KJIeTKU. XpOMOCOMbBI pacriojiaralotcs B 1io-
CKOCTHU 3KBaTopa BepeTeHa JeeHUs1, 00pa3yst MeTadaszHylo (9KBaTo-
puasibHy0) MuiacTuHKy. HayuHaeTcs pasneneHue LieHTpomep, Tpu
KOTOPOM y KaXKI0# XpOMAaTHIBI TTOSIBIISIETCS CBOSI TIepeTsiKKa [6, 28].

Anagaza — camasi KOpoTKas cTaaus MUTo3a. Tpyoouku BepeTeHa
JIeJIEHUSI COKPAIIAIOTCS U XPOMATUABI PACXOISITCS K TPOTUBOMOJIOXK -
HBIM TIOJIFOCAM KJIETKU [6].

Tenogpaza — HayMHaAETCs ¢ MOMEHTA TpeKpalleHUs ABUXKEHUS
XPOMATHU Y MOJIOCOB KJIETKU. Y KaXIOro IOoJca HaXOmsaTcs 1o 46
«IOYEPHUX» XpoMaTu (XpoMocoM). XpOMOCOMbI AEKOHACHCUPYIOT-
cs, JeCNUpau3yloTcs, 00pa3ys XxpoMaTuH. PaspyliaeTcs BepeTeHO
nesieHus1, oopasyercsl siiepHasi 000J0Uka U (popMUpYeTCs SAPbILI-
ko [10, 25, 28].

3akaHuyuBaeTcsl Tenodasa yumokuHe3om — paszneeHUEM LIUTO-
IJ1a3Mbl Ha JIBE paBHbIE YACTU MyTeM MeMOpPaHHOU MepeTsKKU B 00-
JIaCTU BKBaTOpa, YTO OOECIeUunBaeT MOJHOE pa3ae/ieHue AByX Jo4ep-
HUX KJIETOK [6].

Takum ob6pa3zoMm, MPU MUTO3€ MPOUCXOAUT PABHOMEPHOE pacmpe-
JIleJIEeHUEe TEeHETUYEeCKOi WH(OpMaLMM MEXIy NTOYEPHUMU KJIEeTKa-
MU, IPU 3TOM HAOOp reHETUYECKOIro MaTepHaja B KaxKa0i goyepHei
KJIeTKe 2n2¢, KaK 1 B MAaTepMHCKOU B HavaJie [MKJIA.

Bropoii Bupg neneHust KIeTku — Menos. Meiioz — TUIT AeJeHUS
KJIETKH, B pe3yJibTaTe KOTOPOTo 00pa3yloTcs MOJOBbIE KIETKU (eame-
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mot), T.€. IIPOVCXOTUT TIEPEXON KIETKN U3 TUTUIOUIHOTO COCTOSTHUS
B rariouaHoe |6, 25].

Meiio3 COCTOUT M3 ABYX ITOCIeI0BATEILHBIX JSICHUI: PETyKIINOH -
HOTO, 3KBallMOHHOTO (YPaBHUTEJIBHOTIO).

IlepBomy meneHuIO Melio3a MPEnIIecTBYeT MHTepdasa, Takas xe,
Kak ¥ repea MUTo3oM. Mexny 1 u 2 geieHusiMU Meiio3a HeT nHTepda-
3Bl C pEIUIMKALIMEN XPOMOCOM, a €CTh KOPOTKUI ITOATOTOBUTEIbHBIN
nepuon — unmepkutes [6, 67].

B pedykuyuonnom denenuu meiioza BBIOEISIOT MOCJIEHOBATENIbHbIC
(aswl: mpodasy 1, meracdasy 1, anadaszy 1 u Teaodasy 1.

Ilpogpazal nnutenbHa MO BPeMEHU M COCTOUT M3 IIOC/IEeIOBaTe-
JIbHBIX (pa3: JENTOTeHbI, 3UTOTEHBI, MaXWUTEHbI, TUIJIOTEHbI U JMa-
KHUHE3a.

Jlenmomena — XpoMaTUH HauUMHAET CIIMPAIM30BAThCSI U KOHACH-
CHUPOBAThCSI, 00pa3yst TOHKME HUTH — XPOMOCOMEI.

3ucomena — mpoaoKaeTcs crupanusanus xpomocoM. [Ipoucxo-
IUT COMMKEHNE 1 KOHBIOTAIMs TOMOJIOTOB. [IBe KOHBIOTMPOBAHHBIE
TOMOJIOTMYHBIE XPOMOCOMBI 00pa3ytoT OuBajieHT. Yucsio OMBaJeHTOB
paBHO n (23).

Ilaxumena — mpoaoikaeTcsl cnupanuzauusi xpomocoM. Kaxnas
XpOMOCOMa COCTOUT U3 2 = X XpoMaTu, oopa3ys TeTpanbl. I1pouncxo-
AT KpoccuHeo8ep — OOMEH allJIeJIbHbIMU TeHAMU MEXKIy TOMOJIOTHY-
HBIMHU XpOMOCOMAaMHU.

Junasomena — HauMHAETCSl OTTAIKMBaHNE TOMOJOTUYHBIX XPOMO-
COM, HaYMHas ¢ 00JIACTH IIEHTPOMEPHI, OJIIKe K KOHIIAM XPOMOCOM
00pa3yrTCs MepeKPecThl-X1a3Mbl

Jluakune3 — yMEHBIIIAETCS YMCIIO XHa3M, 3aKaHIMBAECTCS KPOCCUH-
roBep. XpoOMOCOMbl MakKCUMaJIbHO criMpanu3oBaHbl. HaunHaeT ¢op-
MMPOBAThCI BEPETEHO JEJIEHNS, MCUE3aeT siaepHas 00omouka |6, 9].

Memaghaza I — B 3KBaTOpPUATBHOM TJIOCKOCTU BBICTPaMBaOTCS
napbl TOMOJIOTUYHBIX XPOMOCOM (6usasenmst). [ OMOJIOTH pa3IMYHO-
ro MPOUCXOXIEHUS (OTLIOBCKOTO U MAaTEPUHCKOI0) OPUEHTUPOBAHbI
K pa3HBIM TTOJTIOCaM KJIETKH. 3aKaHIMBaeTCs (DOPMUPOBAHUE BepeTe-
Ha aeneHusi. Hutu BepeTeHa aesieHUsI IPUKPETLISIOTCS K LIEHTpoMepe
Kaxmoro roMmojiora [52].
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Anaghaza 1 — K moarocaM KJIETKM PaCcXOASITCs TOMOJIOTUYHBIE XPO-
MOCOMBI, KaxKaast U3 KOTOPBIX COCTOUT U3 2 XpOMATHU/I.

Tenoghaza 1 — TPOMCXOOUT YACTUYHAS AECIIUPAIM3ALNSI XPOMO-
COM Y MoJocoB kKieTku. @opMupoBaHue sapa, AeJeHUE [IUTOTLIa3MBbl.
B pesynbrate o6pasytores 2 1ouepHUe KISTKY, UMEIOLINE rarIOuaHbI
Habop XpoMOocoM, Ho ele yaBoeHHoe KommdyecTso JJHK (n,2¢) [6, 67].

IMocne mepBoro meneHus Meiio3a, Mepea BTOPBIM CIeIyeT KOPOT-
KU TIOATOTOBUTEJbHBIN Tiepuod, perukanuu (yaBoeHust) JJHK
HE TIPOMCXOMINT.

DKeayuorHoe deseHue Mello3a He OTINYASTCS 10 MeXaHU3MY OT MU-
TO3a M HAa3bIBACTCSl SKBAIIMOHHBIM WJIM YpaBHUTEIbHBIM. COCTOUT
13 4 mocienoBaTeJbHBIX CTaauii: Tpodasa 2, metadasa 2, aHada3za 2,
tesodasa 2 [10, 67].

IIpoghaza 2 — XpoOMOCOMBI CITUPATU3YIOTCSI, (DOPMUPYETCS BepeTe-
HO IeJICHUsI, pacTiamaeTcs siaepHas 000109Ka.

Memaghaza 2 — 110 3KBaTOPY BepeTeHa IeJIeHUs BBICTPAUBAIOTCS XPO-
MOCOMBI, COCTOSIIIIE M3 ABYX XpoMaTua. LleHTpomepa menuTcs, B pe-
3yJIbTaTe Yero Kaxjaasi XxpoMaTuaa MojiyyaeT COOCTBEHHYIO LIEHTPOMEDY.

Anagaza 2 — MUKpOTpyOOUKM BepeTeHa ACJICHUs PacTIrMBalOT
K TIPOTUBOMOJIOXKHBIM TOJIIOCAM XPOMAaTUIbl KaXXI0H XPOMOCOMBI.
Ha xaxxmoM 1orroce KOHIIEHTPUPYETCS TaIZIOMIHOE YMCIIO XPOMATHI
(XpoMOCOM, COCTOSIIIIMX U3 OAHOM XpOMATUIbI).

Tenogpaza 2 — 13 Kaxxaoi KIETKA o0pa3yeTcs ABe JoYepHUE KIIET-
KU ¢ TaIUIOUIHBIM HabopoM XxpomocoM (n,c) [6, 10, 28].

3Ha4YeHne menosa

1. INonmep:kaHue ITOCTOSIHCTBA YKMCJIa XPOMOCOM B Psimy ITOKOJIe-
HUI 32 CYeT YMEHbIICHUS] UX KOJMYECTBA BABOE (0 TarIOUIHOTO)
B raMeTaxX U BOCCTAHOBJICHUS 10 HOPMAJTbLHOTO AUTIJIOMIHOTO B TIPO-
1iecce OTUIOA0TBOPEHUSI.

2. ObGecnieueHne BHYTPUBUIOBOIO pa3HOOOpa3usl (KOMOMHATUB-
Hasl U3BMEHUYMBOCTb) 32 CUET KPOCCUHTOBEPA U CYYaifHOTO pacxoxie-
HUST XpOMOCOM |6, 25].
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HopManbHbIX U NATONOrMYECKUH
KapuoTun

Bnepsoie TepMmuH kapuomun npumenun I'. A. JleBuukuii B 1924 1.
JUTs1 0003HAUEHMUS SIAEPHBIX OCOOEHHOCTE opraHu3ma.

Kapuomun — COBOKYITHOCTh MOP(OJIOTHMUECKIX OCOOCHHOCTEH
MOJTHOTO XPOMOCOMHOTO Habopa, CBOWCTBEHHOrO KJETKAM OTHOTO
opraHM3Ma ITaHHOTO BUma. BumocmenmbudHOCTh KapUOTHUIIA OTIpe-
JeNISIeTCS OOLIMM YMCJIOM XPOMOCOM, UX MOP(MOJOTUYECKUMU OCO-
OeHHOCTSIMU (pa3MepoM U (hOpMOIi), a TaKKe MX CTPYKTYPHO-(PYHK-
LIMOHAJIbHOM OpraHU3alMen, BBISIBISIEMON C TMOMOIIBIO METOI0B
nuddepeHINaILHOM OKpacKu [6, 67].

B HOpMe KaprOTHIT YeJI0BeKa COAEPKUT 46 XpOMOCOM — 23 Tiaphl.
Takoe purmonnHoe (YAIBOSHHOE) YMCI0 BOZHUKACT B Pe3yIbTaTe 00b-
€IMHEHUS] PONUTEILCKUX FAMET, KaxKaasl U3 KOTOPBIX COAEPXKUT MOJI0-
BUHHOE (TaIUIONIHOE) YKCIIO XpPOMOCOM paBHoe 23 [99].

Taxkum 00pa3oM, B KapuOTHUIIE YeJoBeKa MMeIoTcs 23 maphl Xpo-
MOCOM: 22 HEIOJIOBLIX (aymocom) 1 1 mapa IoJIoBEIX (eonHocom) — X
1 Y. [TosioBbIE XPOMOCOMBI MPEACTABAEHBI Y KEHIIUH ABYMSI TOMOJIO-
TUIHBIMU XpOMOCOMaMU, 0003HaYaeMBIMU Ka XX, a Y My>KIYWH — JBY-
MsI TeTepOJIOTMYHBIMU, 0003HaUYaeMbIMU Kak XY [59, 99].

XapakTep Habopa MOJOBBIX XPOMOCOM CJIEMyeT YKa3bIBaTh B (Op-
MyJie KApUOTUIIA BTOPHIM ITyHKTOM, MOCJIe OOIIEro Yrucjia XpOMOCOM,
nocye 3ansaroit. [lompsn mepedancisiorces Bce X XpOMOCOMBI, 3aTeM
Bce Y [57, 69]. Takum 06pa3oM, HOpMaIbHBIN SKEHCKHUIT KApUOTHII 3a-
MNUCBIBaeTCs Kak 46, XX, a myxkckoii 46, XY.

3anuchk GopMyJibl KApUOTUIA OCYIIECTBIISIETCS C MOMOIIBIO MEX-
OYHApOMHON CHUCTEMBl ITMTOTEHOMHONW HOMEHKIIATYPBl XPOMOCOM
yejoBeka (ISCN — International System for Human Cytogenomic
Nomenclature — MexXnyHaponHast cUcTeMa ILIMTOT€HOMHON HO-
MEHKJIATyphblI ueoBeka) [57, 69] (mpui. 1).

[MaTonormyeckuM cYMTaeTCs KapMOTHII, COAEPKAIIUN YHMCITOBbIC
1/WIW CTPYKTYPHbBIC aHOMATUX XpOMOCOM. Takue HapylleHusI MOTYT
OTMeUaThCs BO BCEX KIIETKAaX OpTaHW3Ma (peeyaspHoie) TIepeCTPONKI
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WY TOJBKO B YaCTU MX (Xpomocommubiii mozauyuzm). T1pym 9ucIoBBIX
aHoOMaJIMsIX 00s13aTe/IeH XPOMOCOMHBIN AucbaiaHc, TOTaa Kak CTPyK-
TypHBIE TIEPECTPOMKM MOTYT OBITH COaTaHCUPOBAaHHBIMU MJIM HecOa-
JlaHcupoBaHHBIMH [90, 99].

Buabl unci0oBBIX aHOMAIM XpOMOCOM MpPeACTaBIIeHBI Ha puc. 2.3.

Uncnossle aHOMAIHM XPOMOCOM

Perynapusie Mozauiuim
TMonumnonaus Aueyrnonus TraHeroi
Tonanuerit
IInauenTapHbIi

Puc. 2.3. YucnoBble AHOMATUK XPOMOCOM!

Aneynaoudus — >5TO 4UCIIOBasi aHOMAJIUSI, MPU KOTOPOM YUCIIO
XPOMOCOM He KPaTKO ralIouIHOMY. XPOMOCOMHBII HA00P MEHSIETCS
Ha OJHY WM OoJbliee yrcyio xpomocoM [90]. Eciau B Kakoii-To mape
XPOMOCOM OTCYTCTBYET OJTHA XPOMOCOMa, 3TO HAa3bIBACTCS MOHOCOMUSL.
Eciu umeeTcst Tpu XpOMOCOMBI OTHOTO BUJIa BMECTO JIBYX, TO MPUCO-
mus. Iloaunsoudus — 310 HaNMM4IKe 100aBOYHOTO raIlJIOUIHOIO Habopa
XPOMOCOM, TO €CTh MPOUCXOIUT YBEJIUUEHUE XPOMOCOMHOTrO Habopa
KpaTHOE YHUCIYy XpOMOCOM B TarUIOUIHOM Habope (TpUILUIOMINST —
69 xpomocoM, TeTparuronaus — 96 xpomocom) [90].

BoabIMHCTBO YMCIOBBIX aHOMAJIMIA ayTOCOM SIBJISIIOTCS JIETalIb-
HbiMU. T[Ipy TakoM XpOMOCOMHOM Habope JIMOo BOOOIle He MPOUC-
XOJIUT UMITJIAHTAIUS 3apoAbiiia (M B 3TOM cydyae OHU KIMHUYECKU
HE TIPOSIBIISIIOTCS ), TMOO MPOMCXOAUT HEBBIHAIIIMBAHUE OEPEMEHHO-
CTU B paHHEM CpOKE.

Bce mMoHOcOMUU ayTocOM SBSIFOTCSI JieTadbHbIMU. Eciu omHa
U3 HE IOJIOBBIX XPOMOCOM yTepsiHA, Yallle BCETO IPOUCXOIST Ipe-
JUMIUIaHTallMOHHbIE MOTepU (TMOeJib 3apojblila 10 MMILIAHTALK).
BonbIIMHCTBO TpUCOMUIT XpPOMOCOM TaKKe JIeTaJbHbI. JIMIIb psif
TPUCOMUI ayTOCOM COBMECTUMBI C KUBOPOKACHUEM:

' Pucynok Tperbsikosa T. B.
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Tpucomusa KnuHuyeckmuin CHHAPOM
Tpucomumsa 8 CuHOPOM BapKaHu
Tpucomusa 9 CUHOPOM TPUCOMKUUK 9
Tpucomuma 13 CuHgpom Matay
Tpucommsa 18 CuHopom Basapaca
Tpucomumsa 21 CuHgpom JayHa
Tpucomumsa 22 CUHOPOM «KoLWaybero rnasa»

IIpu Bcex Tpucomusix ayTocoM HaOJIOAAIOTCs OCOOEHHOCTU he-
HoTUIa (MHOXECTBEHHbIC MUKPOAHOMAJIMU Pa3BUTUS), TTOPOKU
pa3BUTUS U BbIpaKeHHasl yMCTBeHHas1 oTcTanocTh (YO). Haubonee
0JIAaTOTNPUSITHBIN MPOrHO3 M3 HUX MPU TpUCOMUU 21 XpOMOCOMBI —
cungpome Jdayna [99].

YucioBble aHOMAJIMM TIOJIOBBIX XPOMOCOM HMMEIOT ropasio OoJiee
OJaronpusATHbINA TPorHo3. HekoTopble 13 HUX UMEIOT TOCTATOUYHO BbI-
pPaXkeHHYI0 KIMHWYECKYI0 KapTUHY (Harpumep, cuHIpoM TepHepa), pu
JIPYTUX OECIUIOANE MOXET ObITh eAMHCTBEHHBIM cuMIToMoM |30, 99].

E1e oquH nHTEpeCHbI (heHOMEH, KOTOPBII MOXET OTIIPEAeIISIThCS
MpY IUTOTEHETUYECKOM UCCIeAOBAHNU — HaIM4YMe MapKEepPHOU Xpo-
MOCOMbI. MapkepHas Xxpomocoma — 3TO XpOMOCOMa, KOTOPYIO HEBO3-
MOXHO OTHECTU HU K OAHON mape. i1 yTOYHEHUS! KIMHUYSCKOM
3HAUMMOCTH HaJIM4usl MapKEPHOM XPOMOCOMBI HEOOXOAUMO TpPOBeE-
JIeHUe TOIOJHUTEIbHBIX METOIOB UCCIIEI0BAHUS, B HEKOTOPBIX CIIy-
yasiX MoJie3HO 00cieqOBaHNe POAUTENIEN Il ONpeaeaeHUsT HaTUUMs
noa00HOK XpOMOCOMHOM aHOMaInuu Y HUX [58].

[Tpu CTPYKTYpHBIX TepecTpoiikax o0llee KOJIUYECTBO XPOMOCOM
OCTaeTCsd HEeM3MEHHBIM, OIIHAKO MMEEeT MECTO HapylIeHUEe CTPYKTY-
PbI OTAETBHBIX XpOMOCOM. CTPYKTYpHbIE aHOMAJIMK XPOMOCOM MOX-
HO pa3fejnuTh Ha HecOaJlaHCUpOBaHHBIC 1 cOanaHcupoBaHHBIE. [1pu
HecoOaNaHCUPOBAHHbIX NepecmpoliKax TMPOUCXOAUT HapylleHUe Jucsa
kormmii (CNV — copy number variation), HEIOCTaTOK (deseyus) Vv
U30BITOK (dynaukayus) TeHETUYECKOTO MaTepuraa. Jlejenu u ayriu-
KallMy JOCTaTOYHO OOJIbIIMX pa3MepoB (0ojee 5—10 MJIH map HyKJie-
OTUIIOB), KOTOPbIE MOXHO BBISIBUTH IIPU CTaHIAPTHOM KapHUOTUIIM-
POBAaHUM, BCETAa MMEIOT KIMHUYECKYI KAPTUHY: MUKPOAHOMAJIUU
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pa3BUTHSI, YMCTBEHHYIO OTCTAJIOCTb Pa3JIMYHOU CTENEeHU BbIpakeH-
HOCTU M JOCTaTOYHO YaCTO COMPOBOXKIAIOTCS MOPOKAMU BHYTPEHHUX
opraHoB. bosiee menkue CNV, KOoTopbie ONPenesioTCs TOIbKO IIPpU
MOJIEKYJISIPHOM KapUOTUIUPOBAHUM (XPOMOCOMHOM MUKpPOMATpUU-
HoM aHanu3e — XMA) ObIBalOT ¥ KIIMHUYECKU HE 3HAYUMBI [27, 55].

CohanaHcUpOBaHHbIE CTPYKTYpHbBIE TMEpPEeCTPOMKM, KaK IMpaBuio,
KJIMHUYECKU HE TIPOSIBJISIOTCSI, HO TPU UX HAJIMYMU BBICOKO BEpO-
SITHBI PENTPONYKTUBHbIC HapyIIEHUsI B Mape: HeBbIHAIIIMBaHUE Oepe-
MeHHOCTH, 160 6ecrutomue [30, 36]. OOIIee KOJITMIECTBO TEHETHYE-
CKOro MaTepuasa pu 3TOM HEM3MEHHO, HO UMEIOTCSI OMpee/ieHHbIe
BHYTPU- U MEXXPOMOCOMHbIE TiepecTpoiiku. K cbaiaHCupOBaHHBIM
CTPYKTYPHBIM aHOMAJIUSIM OTHOCSITCSI TPAHCIOKAIIUU (PeLUITPOKHbIE
1 poOEPTCOHOBCKME) U MHcepuuu. IIporHo3 misi BOCCTaHOBIEHUS
PeNpOAYKTUBHOM (PYHKIIUU U 3I0POBbs OYyAYIINX AETE B 3HAUUTEIb-
HOU CTEMEHUW 3aBUCUT OT BUJA IEPECTPONKM, €€ pa3Mepa U OT TOrO,
KaKy1e UMEHHO XpOMOCOMBI BOBJIeUeHHI [99].

Bunbl CTpyKTypHBIX MEPECTPOEK XPOMOCOM  TPEACTABICHbI
Ha puc. 2.4.

CTpyKTypHBIE IepecTpoiiku

Co6anaHcupoBaHHbIE Hec6anancuposaHHbIe
1, UnBepcnu. 1. Temenyu.
2. Tpancnokamum: 2, Dynnukain,
+ PEKUTIPOKHEIE; 3. KonbIeBEIe XpOMOCOMEL
* HepelUNpoKHbIe (MHCEPITHN); 4. MapKepHEbIe XpOMOCOMBI,
* POGEPTOCOHOBCKHUE. 5. VI30XpoMocOoMEL

6. UzopuneHTpUIecKie
XPOMOCOMBL.
7. MepMBaTHBIE XPOMOCOMBI.

Puc. 2.4. CTpyKTYypHbIE MepecTpOnKn XPOMOCOM!

[TocneacTBUSIMU HOCUTEILCTBA COATaHCUPOBAHHOM MePEeCTPOKU
OBITH pOXIeHNE pedeHKa ¢ HecOalaHCMPOBAaHHBIMU XPOMOCOMHBIMU
rnepecTpoikaMyu POAUTEIbCKOTO TPOUCXOXICHUSI, aHEYTUIOUIUSIMU

XpOMOCOM, He BKJIIOUEHHBIMU B TIEPECTPOIKY, a TaKKe HE XPOMO-

' Pucynok TperbsikoBoii T. B.
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COMHBIMM MHOXECTBEHHBIMM BPOXIEHHBIMU TTOPOKAMU Pa3BUTHS
(MBIIP) [4].

Peuunpoxnas mpanciokayus — 3TO TaKas TiepecTpoiika, Tpu KO-
TOPOI KOHIIEBOI YUaCTOK OJHOM XPOMOCOMBI TIepeMelaeTCst Ha Ipy-
ryto [99]. YacToTa peuunmpoKHbIX TpaHcaoKaluii coctapisier 1:700—
1:1300. CxemaTuyeckyd pEeUMITPOKHAS TpaHCIOKALMS M300pakeHa
Ha puc. 2.5.

TpaHCnoKaUWA Mesay
napamu Xpomocom A
( . (4epHble) n B (cepbie)

()

Ba pWaHTbl rameT

Hopma JAwncbananc CbanaHcuposaxHan JAwcbananc
(Dup B) TpaHcnoKauma (Del B)

Puc. 2.5. DopMUpoBaAHME rAMET MPU COANAHCUPOBAHHON PELMMPOKHOM
TPAHCIOKALUN'

OO0111ee KOJMYECTBO T€HETUYECKOro MaTepraa, Kak yXe roBOpH-
JIOCH BBILIIE, OCTAeTCs HEM3MEHHBIM, TTO3TOMY HUKAKUX KIMHUYECKUX
CUMIITOMOB Yy HOCUTEJISI HET, HO BOT C peajiu3alueil pernpoayKTUBHON
(yHKIIMM MOTYT BO3HUMKHYTH MpobjeMbl. B HOpMe B Meliose (mpo-
1ecce o0pa3oBaHMs TOJOBBIX KJIETOK) B KaXXIyl0 raMeTy MoIlagaeT
110 OJTHOM XpOMOCOMe U3 Kaxmoi mapsl. [1pu coamaHcupoBaHHOM ke
TpaHCJAOKAllMM BO3MOXHBI pa3jidyHble BapuaHTHl (CM. puc. 2.5).
EcTb BEpOSITHOCTB, YTO B TaMeTy MOMAaAyT 2 HEU3MEHHbIE XPOMOCO-
Mbl U3 KaXJO0W Maphl, U 1O 2 TAKKX XK€ XPOMOCOMBI OYAyT MOJTY4YeHbI
OT BTOPOTO POIUTENS, B 3TOM cliyyae oOpa3yeTcss HOpMaJbHbII 3a-
POJBIII U BMOCJIEICTBUU POAMTCS COBEPIIEHHO 3J0POBBI PEOEHOK.
[Tpu ApyromM, Takke OTHOCUTEILHO OJIaronmpusiTHOM BapuaHTe pa3BU-
TUS COOBITHI, B raMeTy TOMAIYT 2 XPOMOCOMbI, BOBJIEUEHHBIE B Iepe-

' Pucynok Kynpsisuesoii E. B.
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CTPOIKY, 1 c()OPMUPYETCS IUIOM C aHAJTOTMYHOI cOaTaHCUPOBAaHHOMN
TpaHCJIOKalMel, Kak y poauTesiss. Bo Bcex ocTajbHbIX CayyasiX B ra-
METhbI TIoTagaeT 1 HeM3MeHeHHasi XpOMOCOMa, U OfiHa U3 XPOMOCOM,
BOBJICUCHHBIX B TPaHCJIOKAIMIO, TO €CThb TpaHCIOKALMs CTAHOBUT-
cs yxke He cOamaHcupoBaHHOI. Hanbosiee BEposITHBL B 9TOM Cliydae
MpeaUMITIaHTallMOHHBIC TTOTEP, KOTOPbIe KIMHUYECKU MTPOSIBIISIIOTCS
OecrioauMeM HEesICHOTO TeHe3a U TOYHOE KOJMUYECTBO KOTOPhIX OIpe-
JIeJIUTh HEBO3MOXHO, JTMOO BBIKUABIIIU B pAHHUE CPOKU U HEpa3BU-
Balolrecs: 0epeMeHHOCTH. Bo3aMOXHO poXIeHHue XXUBOTO peOeHKa,
Yy KOTOPOTO OYAyT MOPOKHU Pa3BUTUSI U YMCTBEHHAsI OTCTaI0CTh [99].

DMIUPUYECKUI PUCK HEBbIHAIIIMBAHUSI OEPEMEHHOCTU U POXKIe-
Hus pedenka ¢ BITP u YO HaMHOro HMXe pacyeTHOTro, MOTOMY 4YTO
y TaMeT cO cOaJaHCHMPOBAaHHBIM XPOMOCOMHBIM Ha0OpOM OOJIbIlE
IIAHCOB BCTYMUTb B OIUIOAOTBOpeHUE. PeasibHbIN pUCK pOXICHUS
001pHOTO pedeHKa Mpu cOATaHCUPOBAHHOM TPAaHCIOKALIMY COCTABIIS -
er 14—18 %. Puck crioHTaHHOro abopra cocrasisieT 29—31% (B psine
nccaenoBaHuii 1o 68 %) [90].

HecbanaHcupoBaHHBIE TpaHCIOKAIIMM, B TOM YMCJIe CYOMUKPO-
CKOIMMYECKUX Pa3MEPOB, MOTYT ObITb OMpPeNeeHbl C TTOMOIIbIO XPO-
MOCOMHOI'0 MUKpoMaTpuuHoro aHanu3a (XMA) [27, 77, 78, 81].

ITpu BbIsiBJIEeHMM COaJlaHCUPOBAHHOW TPAHCIOKALMU Y OJHOTO
U3 CYIPYTOB, CIAEAYET OOBSICHUTh KOHCYJbTUPYEMBIM, KaKue Bapu-
aHTBI peajiu3alluy penpoayKTUBHOTO MOTEHIIMAala BO3MOXHbBI B 3TOM
cayydae. [lepBblit BApUAHT — 3TO MBITATHCS TPOAOJIKATH MOMBITKY 3a-
OepeMeHeTh eCTeCTBEHHBIM MyTeM. B cilyuae, eciiv HacTymaeTr CroH-
TaHHasi OEPEeMEHHOCTb B CYIIPYKECKOI Mmape, Tae OOUH U3 CYyNpyroB
SIBJISIETCSI HOCUTEJIEM COaIaHCUPOBAHHOM TPaHCIOKAlLIMK, HEOOXOIU-
Ma WHBa3WBHAasl MpeHaTaTajbHasi IMarHocTuka. BTopoli BapuaHT —
910 mpoBeneHue DKO ¢ mpeauMIUIaHTAIMOHHBIM Te€HETUYECKUM
tectupoBanueM (IT1I'T) smOproHa. DTOT BapmaHT AaeT BO3MOXKHOCTb
Cymnpyram ¢ BbICOKOI J10JIeii BEPOSITHOCTU POAUTH 3A0POBOrO pedeH-
Ka [4]. TpeTuii BappuaHT — 3TO BCIOMOTaTeIbHbIC PEMPOAYKTUBHbIE
TEXHOJIOTMHU C UCTIOJb30BaHUEM TOHOPCKUX raMeT. HemocraTtok aToro
BapuaHTa 3aKJI04YaeTcsl B TOM, YTO HOCHUTENIb TpaHCIOKalUU He Oy-
JIeT OMOJIOTMYECKUM poauTeeM pedeHkKa. JIjisi MHOTUX CYIIPYTOB 3TO
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He npuemiaeMo. Bpau 00s13aH moMoYb MHAMBUAYAJIBHO ITOA00paTh Ma-
LIMEHTAM ONTUMAJIbHYIO TAKTUKY BEACHMSI, HO TIPU OTOM YUMUThIBATh
JINYHOE MHEHNE, TUYECKUE 1 PEJIMTMO3HbIE MPUHIIMIIOB CYIIPYTOB.

Cnenyromias cbaaHCUpOBaHHAsI XPOMOCOMHAsI aHOMAJIUSI — 3TO
POOEPMCOHOBCK AL MPAHCAOKAYUs. DTO Takas MepecTpoiika, Mpu KOTo-
poli 2 aKpOLIEHTPUUYECKHUE XPOMOCOMbI OOBEANHSIIOTCSI B OAHY. B Ta-
KYIO TIepECTPOIKY MOTYT BCTyHaTh XpoMocoMbl 13, 14, 15,21 122 [90].

dopMUpoBaHUE TaMeT MpY pOOEPTCOHOBCKO TPaHCIOKALIMU TTPE-
cTaBJIeHO Ha puc. 2.6. Bo3MoOXHO poxneHne peGeHKa ¢ HOPMaJIbHBIM
KapuOTUIIOM, JIU0O CO cOaTaHCUPOBAHHON MEePeCcTPOITKOii, KaK y poau-
tensi. Ho cyliecTByeT BBICOKMI PUCK, YTO B raMeETy IMOMaeT Heu3Me-
HEHHas XpoMOCOMa U3 OJHOW Mapbl, a BMECTO XpPOMOCOMBI U3 JPyroun
Mmapbl «COIBOGHHAS» XPOMOCOMA, TO €CTh (haKTUUECKH 2 XPOMOCOMbI
(Tmocne coeaMHEeHUs] ¢ HOPMAaJIbHOM raMeTol TpHU OIUIOAOTBOPEHUU
(opmupyetcs 3aponbii ¢ Tpucomueit). Ecau onHa U3 XxpoMocoMm B ra-
METe OTCYTCTBYET (HYAUCOMUS), TO 3aPOJIBILI HE KU3HECTIOCOOEH.

Po6epTcoHoBcKas

TPAaHCIOKALUMA MeXayY
napamu xpomocom A
(4epHbie) u B (cepble)

BapwaHTe! ramet

L

Hopma Hynucomus  Hynucomms

B A

Avcomun B Ovcommna A PobepTcoHoBCKas
TPaHC/IOKaLMA

Puc. 2.6. DopmupoBaHue rameT npu pO6ETCOHOBCKOM TPAHCIOKALMM'

Kak 0OBIYHO, SMIUPUYECCKUIT PUCK OTIMYACTCS OT PacyeTHOTO.
ITpu poGepTCOHOBCKOI TpaHCIOKAIMM, B KOTOPYIO BoBJIeueHa 21-5
XpOMOCOMa, PUCK POXIEHUS pebeHKa ¢ cuHApoMoM JlayHa cocTaB-
nsgetr 7—10 %, 3a cueT SAMMUHAIIMA aHOMAJTbHBIX TaMeT WU TUOESIHN
3apojblilia B paHHEM CpOKe OEpeMEHHOCTH.

' Pucynok Kynpsisuesoii E. B.
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KimHuyecku TpaHCIOKALMOHHBIN cuHApoM JlayHa (Korma mMe-
ercs 2 oTaebHbIe 21-¢ XpOMOCOMBI, a TPEThsI BOBJIeUeHa B pobdepT-
COHOBCKYIO TPaHCJOKAlIMI0) HUYEM HE OTJIMYAETCs OT PEryasipHOi
TpUCOMHUM (KOTIa B KAPUOTUIIE TTPOCTO MPUCYTCTBYET TpU 21-€ Xpo-
MOCOMBI BMecTO ABYX). OmgHaKO, €cliu peryjsspHas TPUCOMUS 3TO,
Kak MpaBUJIO, CIYy4ailHOCTb, W MOBTOPHBIA PUCK POXIACHUS OOJIb-
HOTO peOeHKa B CeMbe OYEHb HU3KUU, TO TPAaHCIOKALIMOHHBI CUH-
npoM JlayHa MOXKET OBITb CJAEACTBUEM HaJIMYUsl pOOEPTCOHOBCKON
TPaHCJIOKALIMX Yy OJHOTO U3 POAUTEJIEeH, U C BBICOKOI BEPOSITHOCTBIO
MOXeT MOBTOPUTHCSI BHOBb. [loaTOoMy eciu y pebeHKa KIMHUUECKU
NMarHocTupyeTcst cuHapoMm JlayHa, o0si3aTeIbHO TPOBOAUTCS 1LIUTO-
TeHEeTUYEeCKOE UCCAeJ0BaHue, 1aXe eCd AUarHo3 He BbI3bIBAeT CO-
MHeHu# [99].

Eciu B poOepTCOHOBCKYIO TpaHCIOKaIMIO BoBjleueHa 13-g xpo-
MOCOMa, CYIIECTBYET PUCK POXIeHUs pedbeHKa ¢ cuHapomoM IlaTay,
HO B JAHHOM cCJIydyae 2JIMMUHUPYETCs elle 00Jblie aHOMaJbHbIX Ta-
MET, YeM TpU cuHApoMe [layHa, U UTOTOBbIIA PUCK KUBOPOXIACHUS
pebenka ¢ cunapomom Ilaray cocrapiset Bcero 2—2,5 %.

V dbepTunbHbIX MaMEHTOB C pOOEPTCOHOBCKOM TpaHCIOKaLMei
npu OepeMeHHOCTU TpeOdyeTcsl MPOBeNeHUE YJIbTPa3ByKOBOTO MO-
HUTOPUHTA SKCMIEPTHOTO KJjlacca U pelllaeTcsl BOMPOC O MPOBEACHUMN
MHBA3UBHOW TIpeHaTalibHOM AuarHoctuku. Eciaum ke B cymnpyxe-
CKOW Tape, B KOTOPOW OJWMH W3 CYyNpPYroB MMeeT poOEpPTCOHOBCKYIO
TpaHCJIOKAaIIMIO, peaau3alius PernpoAyKTUBHON (YyHKLUMU 3aTpyid-
HEeHa, U CYINpPYrd CTpajaloT Jubo OecrioaueM, JIMOO MPUBBIYHBIM
HEBBbIHAIIIMBAaHUEM OEpPEMEHHOCTH, TO TpeOyeTcsl mpoBeneHue BPT
¢ III'T, mu6o ¢ ncroabp30BaHUEM JOHOPCKUX raMeT.

HHcepyus (nepeyunpokHas mpanciokayus) — 5TO BUI TPaHCIO-
Kalluu, MpU KOTOpOW (PparMeHT OJHON XPOMOCOMBI BCTpauBaeTCs
B Apyrywo. YacTtoTa MHCEpUUU aHAJTOTMYHAs PELIMITPOKHBIM TPaHJIO-
ckauusim — 1:700—1:1300. B naHHOM ci1yyae BO3MOXKHO POXKIECHUE
pebeHKa ¢ HOpPMaJbHBIM KapUOTUIIOM WJIU CO cOaTaHCUPOBAHHON
MepecTPOrKOil, HO BBICOK PUCK Y MOTOMCTBA HaJWUUs JeIeUUN WK
IYTUTMKALIMY 10 TOI XpoMocoMe, KOTopasi Tiepeaia 4acTh CBOETro re-
HETUYECKOIro Marepuaja Ipyrom.
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IMocnennsis cOamaHcupoBaHHAsl MEPECTPOMKA — 3TO MHBEPCHUSL.
B naHHOM cilydae B IepecTpoiiKy BOBJIeUeHa TOJIbKO OJJHa XPOMOCOMa.
Hneepcus — 310 TIOBOPOT yyacTKa xpomocoMbl Ha 180 rpamycoB. Ecin
OpaThb pacyeTHBIN PUCK, TO JaHHAs MTepecTpoiika BOOOIIE HEe JOKHA
BJIMSITh HA PeNPOAYKIIMIO — B raMeTy IMonanaet J100 olHa HOpMaJib-
Hasl XpoOMOcOMa U3 Mapbl, JMOO XpOMOCOMa ¢ UHBEPCHUE, y KOTOPOit
o0111ee KOJIMYECTBO TeHETUUECKOro Matepuraia HeudmMeHHo. OnHako,
B peaJIbHOCTHU MPU HATMYMU UHBEPCUU PUCK POKACHUST OOJBHOTO pe-
6eHka coctaBisgeT okojio 10 %, a pucK Gecrionus WM HeBBIHAIIIM-
BaHUS OKOJIO 13 %. DTO 0OBSICHSIETCS TEM, UTO B Mei03€ TTIPOUCXOIHT
TaKoW TMpolecc Kak Kpoccurneoéep — OOMEH FeHETMYECKMM MaTepua-
JIOM MeXly TOMOJOTUUYHBIMU XPOMOCOMaMMU (JIB€ XpOMOCOMBI U3 OfI-
HOI Tapbl OOMeHUBAIOTCS (PparMeHTaMM, PACIIOI0XKEHHbIMU Ha OJ1-
HOM U TOM K€ MecTe B XpoMocome). Eciim KpocCuHTOBEp ITpOou30iaeT
Ha MHBEPTMPOBAHHOM YYacTKe, BO3MOXHO BO3HUKHOBEHUE B raMeTe
JeJelIM ONHOTO W AyIUIMKaluu Apyroro ¢gparmeHta. ®opmanbHo,
XpoMocoma OyJIeT 1iej1asl, HO KaKMX-TO TeHETUYECKHUX TTOCTIeN0BaTeb-
HOCTel OyaeT HeloCcTaBaTh, a Apyrue OyayT MpeACcTaBAeHbI B U30BITKE.

Takum oOpa3oMm, puUCK HEBBIHAIIMBAHUS OEPEeMEHHOCTH OYEHb
BBICOK TpU BCeX COAIaHCUPOBAHHBIX XPOMOCOMHBIX MEpPeCcTpoiiKax.
TaxkTuka BeneHUsI CYNPYKEeCKOU Mapbl ONpeaesieTcsl B 3aBUCUMOCTH
OT XapakTepa MepecTpOrKHU, a TaKKe OT peNpoAyKTHBHOIO aHaMHe3a
1 Bo3pacta cyrpyroB. [Ipu oTSroieHHOM penpoayKTUBHOM aHaM-
He3¢ ONTUMAJIbHBIN METOJ peajau3allMy reHepaTUBHON (PyHKUUU —
nposeaeHue DKO c III'T. JlaHHBIM MeTOH CHIMIXAeT PUCK HecOa-
JIJAHCUPOBAHHOM TpaHCAOKALIMU POAUTEIbCKOTO MPOUCXOXKIACHUS,
a TakXe aHEeYIUIOUIUi, COBMECTUMBIX C XXKMBOPOXIEHUEM U COKpa-
1IaeT BpeMsl, 3aTpauyeHHOE Ha TIOCTHXKEeHUE YCITeIIHOH OepeMEeHHOCTH,
YTO OCOOEHHO BaXKHO Yy CYNIPYXKECKHUX IMap CTApLIErO PeNPOLyKTUBHO-
ro Bo3pacTta [4]. B TeueHue GepeMeHHOCTH HEOOXOIMM DKCITePTHBIN
YJIBTPAa3ByKOBOW MOHUTOPUHT.

[ToMMMO OTNMCAHHBIX BbIIIE XPOMOCOMHbBIX AaHOMAJINIA, CYILIECTBYET
TaKoe SIBJICHUE, KaK HOPMAAbHbLIL NOAUMOPPU3M (eemepomopghuzm) Xpo-
mocom. OH 3aKJTIOYAETCS B pa3IMUUSIX TOMOJOTUYHBIX XPOMOCOM TI0 OT-
JIeJbHBIM cerMeHTaM W paiioHam. Ha xpomocome MpuCyTCTBYIOT J10-
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TTOJTHUTENIbHBIE CTPYKTYPHI (TeTepOXpOMATUHOBBIN OJIOK, CITYyTHUK VUTH
CITyTHUYHAsI HUTb), KOTOPbIE HE COAEepKAT KOAUPYIOIIUX MOC/en0Ba-
teabHocTelr IHK 1 moaToMy SBISIIOTCS KIIMHUYECKN HE 3HAYMMbBIMU.
Takue 0coOEHHOCTH KapuOTUIAa MOTYT IepeaaBaThCsl OT pOIUTENEH
K JIeTsIM, He OKasbIBas BIMSHUS Ha (eHoTur. Yactora HOpMaabHOTO
moImMopdr3Ma XpoMOCcoM cocTaBlisieT okojio 1 % [58, 67].

MeToabl AHANU3A
XPOMOCOMHOM NATOSIOrUU

OCHOBHBIM METOJIOM aHaM3a KapuOTUIA SIBJISICTCS YumoeeHemuye-
cKoe uccaedosarue (Kapuomunuposarue) — onpeeIeHre Yrcia M aHaIu3
CTPYKTYPbl MUTOTUUECKUX XPOMOCOM, MO3BOJISIIOIIMI UASHTU(DUIIUPO-
BaTh BCE XPOMOCOMBI. Pe3yibTaTom aHamm3a SBIsIeTCs OIMMCaHne Kapruo-
TUIA B BUIE (DOPMYJIbI, C YKa3aHMUEM YKCia XPOMOCOM, Habopa MOJIOBbIX
XPOMOCOM 1 XPOMOCOMHBIX a0eppaiinii (€CI1 OHU BBISIBIICHDI).

MeTonnka KapuoTUIIMPOBAHMSI TIpeJCTaB/eHa Ha puc. 2.7.

‘ CTumynsiuma LefeHns KNeTok ‘
13

‘ OcTaHOoBKa AeNeHUs (KONXMULMH) ‘

l

O6paboTKa rMNepTOHUYECKUM PAcTBOPOM, YAalEHUE ULLHUX KAETOK

l

LleHTpudyruposarve

nocne TpeXKpaTHOﬁ ¢MKC8LI,MM CMecCbto yKCyCHOﬁ KWUCNOTbl 1 3TUNOBOTO
CNUpPTa CyCneH3nA HaHOCUTCA Ha NpeAMeTHble CTeK1a

|

OKpaluMBaHWe npenaparta
¥

‘ Mukpockonua ¢ KomnbtoTepHoi 0bpaboTkoM

Puc. 2.7. MeToanKa KOpUOTUNUPOBAHUS'

' Pucynok TperbsikoBoii T. B.
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M3o0paxeHue xpoMocoM Ha MeTadas3HOIl IIACTUHKE, MOJIYYeH-
HOe MpU MUKPOCKOMNuU mnocie AuddepeHIInaIbHON OKpacKu, U Ka-
puorpamma, c(OpMHUpPOBaHHASI TOCJE KOMIIbIOTEpHONM 00pabOTKU
npeacTaBlieHbl Ha puc. 2.8, a, 0.

Pesynabrar KapuoTUIIMPOBaHUS MOXET OBITH IMOJay4YeH yepe3 10—
14 aHeii (1o cTaHAapTaM: BpeMsl BbIIAUM pe3ysibTaTa IMpy MOCTHATAb-
HOM KapHUOTUIIMpPOBaHUU — 10 28 mHei). KapuoTum He MOXeT Me-
HSIThCS B TEUCHUE XKU3HU, TIO3TOMY aHAJIM3 HE UMEET CPOKa TaBHOCTH,
HET HeOOXOIMMOCTHU B TIOBTOPHOM UCCJICTOBAHMM.

N300pakeHre XpoMocoM Ha MeTada3HOM TIaCTUHKE, MOJIydyeH-
HOE IPU MUKPOCKOMNUM I1ocie auddepeHInaaIbHON OKpacKu, U Ka-
puorpamma, coOpMHUpOBaHHAsI TOCJE KOMIIbIOTEpHON 00pabOTKU
peacTaBleHbl Ha puc. 2.8, a, 0.

PesyiabTaT KapuOTUMMPOBAHUSI MOXET ObITh MojydyeH yepe3 10—
14 nHeii (1o cTaHAapTam: BpeMsl BblIauM pe3yJibTaTta py MOCTHATAb-
HOM KapuOTUMUpOBaHUU — 10 28 nHeli). KapuoTun He MOXeT Me-
HATBHCA B TCUCHME XU3HU, TTO3TOMY aHAJIM3 He UMEeT CPOKa JaBHOCTH,
HET HEOOXOAMMOCTHU B TIOBTOPHOM MCCJIEIOBAaHUMU.

B 3akmioueHun maeTcsl CIOBECHOE OIMcaHue (hOpMYJIbl KapUOTH-
na. B ciydae maTosornyeckoro KapuoTuna — AUarHo3 XpoOMOCOMHO-
ro 3a0oJieBaHUs I CUHIPOMA.
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Puc. 2.8. 1306paxKeHEe XPOMOCOM HO METAPA3HONM MACCTUHKE:
a — MeTaPpa3HAA MNIACTUHKA YesTOBEeKQ;
6 — KAPMOrPAMMA YeToBEKA (HOPMASIbHbIN MYXCKOW KAPHUOTH)'
(HOYaN0, OKOHYAHME HA C. 44)

' Pucynok Kynpsisuesoii E. B.
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Puc. 2.8. N306paxkeHne XpOMOCOM HO MeTA(PA3HOM NAACTUHKE:
a — MeTadpasHAs NNACTUHKA YENOBEKQ;
6 — KapMOrpamma YenoBeka (HOPMAbHbI MY>KCKOW KAPUOTUN)'
(OKOHYOHMeE, HOYAO HA C. 43)

BricokoTouHblll MeTon mcciaenoBanusa — 31o FISH-mmarHoctu-
ka (fluerescent in situ hybridization — ¢JiyopecueHTHass rudpuan3a-
uus in situ). Ilpu npoBenenun FISH nuarHocTUKM MCIHOJB3YIOTCS
30H/1bl, KOMILJIEMEHTApHbIE OIpeiesieHHbIM XpoMocoMmaM. Henocrar-
koM FISH-meTtonma siBiisieTcsl TO, UTO AMArHOCTUPYIOTCSI aHOMAaJIMU
KaKMX-TO KOHKPETHBIX XPOMOCOM, [O3TOMY METOJA MpPUMEHSETCH,
€CJIM Bpay MOJ03pEBAET y MallMeHTa KAKOW-TO KOHKPETHBIM CUHIIPOM.
Yarue Bcero MeTo UCTOIb3YETCs 11 JMarHOCTUKU MUKPOJIEIEIMOH-
HBIX CUHIPOMOB, TaKUX KaK CUHIpoMbl BunbsiMca, [Tpanepa — Buiu
wi AHrenbMana, Boiabga — XupmixopHa u ap. Takke MeTom MOXET
MPUMEHSITbCSI TIPU MOJO3PEHUU Ha HAJIMYME TPAHCIOKALIMU MEXIY
JIByMsl KaKMMU-TO KOHKPETHbIMM Xpomocomamu. Harpumep, ecnu
B aDOPTUBHOM MaTepualie MpU CaMOITPO3BOJIbHOM BBIKMIBIIIE BhISIBIIC-
Ha aenenusi 7-i XpoMOCOMBI U IYTUTMKALIUS 22-11 XpOMOCOMEIL, TO Y pO-
nuteneil npopoautcs FISH-nuarnocTrka jis MCKIIIo4eHUs coalaHCH-
POBaHHON TPaHCIOKAILIMKM MEXKIY 3TUMU XpoMocoMmamu [9, 52, 58].

O1H 13 COBPEMEHHbBIX METOJIOB UCCJIENOBAHMSI, KOTOPBI BO MHO-
TUX cllydasiX siBJII€TCSI METOIOM BbIOOpPA, 3TO XpPOMOCOMHBI MUKPO-

' Pucynoxk Kynpsisuesoii E. B.
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maTpuuHbiii aHaau3 (XMA). I1pu nposenenun XMA ucHoib3yeTcs
JIOCTAaTOYHO CJIOKHAsI TeXHOJIOrus, BKiIovarmomas BeiaeneHue JHK,
ee aMIUIM(DUKALIMIO U JATbHENUIITYI0 SH3UMATUYECKYIO PECTPUKIIUIO.

C nomoipio XMA MOTYT OBITh OIlpeeeHbl YMCIOBbIE aHOMAINNU
ayTOCOM U TOJIOBBIX XPOMOCOM, AeJIelMM W AyTUIMKaluK (1axe ma-
TpHUIIa C CAMbIM HU3KUM Pa3pellieHUEM MOXET ONPENEsATh TOJTOMKHU
B 10—20 pa3 MeHbIIME, YeM 3TO BO3MOXKHO IIPU CTAHAAPTHOM Kapu-
OTUITMPOBAHUU), TPUTUIOUINU, TeTparuiouauu (npu Hadope MoJo-
BbIX XxpoMocoM XXXY). Metoauka XMA TakoBa, YTO OH OIpeAesi-
€T TaK Ha3bIBaeMbIe BapHallMM YKCJIa KOMUA, TO €CTh M30BITOK MU
HEeJI0CTaTOK FeHETUYECKOro MaTepuraa, o3ToMy cOalaHCUPOBaHHbIE
MepecTporiKU (TpaHCAOKAMU, WHBEPCUM, MHCEPLUU) C MOMOUILIO
9TOr0 METO/Ia HE MOTYT ObITh BbIsIBIeHbl. XMA He faeT uHhopMaluio
0 CTPYKTYpe XpPOMOCOM M KOHKPETHOU JIOKaIu3aluu TeHETUYECKOTO
nucbanaHca. Hampumep, nmpu yBeJMYeHUM MHTEHCUBHOCTU CHUTHA-
J1a oT 21-i1 XxpoMocoMmbl, ¢ Tomolbio XMA Henb3st auddepeHInpo-
BaTh PETYJISIPHYIO TPUCOMUIO JJAHHOW XPOMOCOMBI (TO €CTh HAJIMUUE
B KapMOTHUIIE TPEX CAMOCTOSITENbHBIX 21-X XpPOMOCOM) OT HecOaslaH-
CMPOBAHHOI POOEPTCOHOBCKON TpaHCIOKaUM (Koraa JUIIHSS 21-5g
XpoOMOcoMa clieTJieHa ¢ TOMOJIOTUYHOM XpOMOCOMOM UJIN C KaKOU-TO
JIPYroil akpoleHTpruueckoil xpomocomoii). Takke y XMA Huskas
YYBCTBUTEJIBLHOCTb B OTHOINCHWM TETPAIUIOMAMM — OIHA KIIEeTKa
¢ xpoMocoMHBIM HabopoM 92, XXXX umm 92, XXYY omnpenensieTcs
KaK 2 KJIETKU C HOPMaJIbHbIM IUIUIOUIHBIM HAaOOPOM M BBIIAETCS
HOpMaJIbHBIN pe3ynbTatT [27, 81].

Elie onvH coBpeMeHHbBIN METO/T aHaIM3a BapyallMy yucia KO —
5TO cpaBHUTENbHas1 reHoMHas rnopunn3anys (CGH). Bo3amoxHoctu
CGH ananornusnsl TakoBbIM Y XMA, 33 UCKJIIOYEHUEM JETEKILIMHU T10-
JIMTUTOUINI — 3TOT MeTo uX He BbisiBisieT. CGH MoxeT npuMeHsIThest
B niporpammax DKO c uenbio [1I'T, mpu 5TOM UCKITI0YAIOTCS TPUCOMUU
1 MOHOCOMMH I10 BceM xpoMocoMaMm (B omimuue oT FISH-nuarnocTu-
KH), a TakKe AeJIelIMy U AYTIMKauuu 1 aMOpuroHa [72].

IToxazaHust n1st ucciaegoBaHUsI XPOMOCOMHOIO Habopa U ONTH-
MaJIbHBIN METOJ MCCIIEIOBAHUS B KOHKPETHOM CUTYaIlHU:
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NMokasaHue MeTog Bbi6opa
becnnogue HEACHOro reHesa, NoAroToBKaA KapwuoTtun
K QKO (o60mx cynpyros)

MepBUYHAS AMeHopes, HapYLWeHWs
MEHCTPYQSIbHOTO LMKNA 6€3 YCTAHOBMEHHOM | KapuoTtun
MPUYMHBI

HapylweHue nonoson auddepeHUMPOBKM UIN

KapwoTun
ny6epTATHOroO PA3BUTUS

Mpy6ble HapyLWeHUs B AHAM3e

KapwuoTun
CNePMOrpPAMMbI Y MY>XXYUHbI

MpPWBbIYHOE HEBbIHALIMBAHUE 6epeMeHHOCTU | KapuoTun (06omx

B OHOMHE3E Cyrnpyros)

AHONM3 ABOPTUBHOIO MATEPMAA NPKU XMA

HEBbIHALWBAHUM BEPEMEHHOCTH

MHOXeCTBEHHbIE BPOXXOEHHbIE MOPOKMK XMA (FISH-gMarHocTuka
pPa3BUTUA npwv NOSO3PEHUN

HQ KOHKPETHbIN CUHOPOM)

YO nnu 304epXXKa NCUXOMOTOPHOIO Pa3BUTUA | XMA

PoxxaeHue pebeHka ¢ MBIMP B aHamHese (npu
HEBO3MOXHOCTHM MOSyYEeHUss BUONOrMYECKOro
MaTepuana ot pebeHka)

KapuoTtun (o6omnx
Cyrnpyros)

MHBA3WBHAS NPEeHATASIbHOA AUATHOCTMKA

_ XMA
(MpY HAAUYUM NOKAZAHMN)

Takum 00pa3oM, Koraa TpedyeTcs Ipeskae BCero MCKJIIOUUTh cOalaH-
CHPOBAHHYIO XPOMOCOMHYIO ITepECTPOIKY (HallpUMeEp, Y COMaTHUECKI
3I0POBBIX JIMII ¢ OECILIOAMEM M HEBbIHAIIIMBAHUEM OEPEMEHHOCTH), pe-
KOMEHIIyeTCsl MCClIeoBaHne Kapuotumna. [1py 1narHocTrke 4rciaoBbIX
aHOMAaJIMIA B CUCTEME MOJIOBBIX XPOMOCOM MBI TAKXKE CUYMTAEM METOIOM
BBIOOpa KapMOTHII, ITOCKOJILKY TaK1e aHOMAJIMHU C ITOMOILBIO LIMTOTEHE-
TUYECKOTO MCCJICIOBAHMSI XOPOILIO BBISIBIISIIOTCS, 1 HET 0COOOTO CMBICIIA
HCITOJIL30BaTh 00JIee JOPOrOCTOSIIIE METOIBI NCCIICIOBAHMSI.

B Tex cinyyasx, Korma UMeIoTces rpyoble KIMHUYECKUE TTPOSIBICHUS
(MBITP, ymcTBeHHast OTCTAIOCTh WM TMOEIb OpraHru3Ma Ha CTajauu
Pa3BUTHUS 3apOJIbIIlia WK IJ10/1a), M MBI OKMIaeM OOHapyKUTh HecOa-
JIAHCUPOBAHHYIO IIEPECTPOIKY (B TOM YKCJIE MUKPOIESICIINIO VI MU~
KpOAYIUIMKAIINIO), peKOMEHIOBAHO UCMHOoIb30BaHe XMA.
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Hau6onee yacTo BCTpeyaouwmecs
XPOMOCOMHbIE CUHAPOMbI

151 9MCIIOBBIX aHOMAJIMIA ayTOCOM XapaKTePHBI CJASAYIOIINE TTPH-
3HAKU:
1) MHOXECTBEHHOCTb MOPaKEeHUS;
2) HaJlM4ue YepermHo-JINLEBbIX aHOMAJIUIA;
3) BpoXIeHHbIE TIOPOKU Pa3BUTUSI BHYTPEHHUX OPTaHOB;
4) 3aaepxKKa MCUXUIECKOTO U (PU3NUECKOTO pa3BUTHsI, yMCTBEH-
Hasl oTcTanocTh [38].

CuHppoMm [layHa (Tpucomus 21-i XPOMOCOMbl)

[TepBoe KJIMHUYECKOE OMUCAHMWE 3TOTO CUHAPOMA IMPOU30LLIO0
B 1866 r. 1 mpuHAaIeXUT aHIIMicKOoMY Bpady Jlanrnony [JdayHy, 210
HauOoJjiee M3yvyeHHass XpoOMOcoMHasi Oosie3Hb. YacTtora cuHApoMa
HayHa B nonynsuuu npumepHo — 1:700. ITpuuuHoi#t 3a00eBaHMs
SIBJISIETCSl HalMuue nodaBouHoit 21-it xpomocoMmbl. Yale Bcero mpu
cuHnpowme JlayHa onpenensercs kapuorun 47, XX + 21 (um 47, XY,
+21). B 2—3% cnyyaeB BcTpedaeTcsa MozauuHast ¢opma. B 3—4%
cllydyaeB — TpaHcJoKalroHHas dopma [13, 52].

KnuHunyeckuii nuarHo3 3a6oieBaHusI MPOCT, TaK KakK JIFOAU C CUH-
apomoM [layHa uMMeroT XapakTepHblii (peHOTUN. K OCHOBHBIM MHpH-
3HaKaM OTHOCSITCSI: MOHTOJIOMJHBIN pa3pes3 Ija3, 3MUKaHT, KOPOT-
KMIA HOC C IIMPOKOM NEPEHOCULIECH, YIUIOIEHHBIN 3aThUIOK, IIOCKUMA
npoduib JULAa, KPYyrjoe JUI0, HU3KUI pocCT, nehopMUPOBAHHBIE
VIIIHBIE PAKOBUHBI, MAKPOTJIOCCHS U OTKPBITHII POT, Y3KOE U KOPOT-
Koe HebO, MesKue 3yObl, Me300paxuaaKTUIusl, KIMHOAAKTUIUS MU-
3UHIIEB, TIOMYTHEHUE XpyCTajarKa, caHmajieBuaHas 60po3na Ha CTO-
nax, BblpakeHHast Auddy3Hasi MblllleyHasi TUIIOTOHUSI, MoTNepevYHast
YyeThIpexnajblieBasl CKJIaJKa Ha OOHOM WM ABYX JagoHsx [13].

YacTeiM CUMIITOMOB cHUHApoMa JlayHa sIBJsieTCsl HaJau4yue MsTeH
bpamicpunpaa Ha pamykHON 000JI0UKE — IIEeCTPble KOJbLIEBUIHbIC
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OYaXKW, PACITIOJIOXKEHHBIE Ha TpaHUIIe HAPYKHOM M CpemHell TpeTu
pamguyca pagyXku [26]. 1 60JbHBIX XapaKTepeH BTOPHUHBIA IMMY-
HomeduIuT, oauropeHus: pa3Hoil CTereHu BbhipaxkeHHocTu. Cpenn
BPOKIEHHBIX IOPOKOB BHYTPEHHMX OPraHOB Yallle BCTpeYaroTcs IMo-
POKM CEpPAEYHO-COCYAUCTOMN CUCTEMBI (Ae(eKT MEeXIIpeaCepaHOI T1e-
peropoaku (AMIIIT), IMXII, rerpaga ®anno), nopoku KKT (aTpe-
3Us aHyca, IBeHAAIATUIIEPCTHON KUIITKU U IIP.), MOYEBOI CUCTEMBI
(runorasus uav AU CIuia3usi ovek, TMapoypeTep, ruapoHedpos) [33].
B cBs131 ¢ M13MEHEHHBIM UMMYHUTETOM Y OOJIbHBIX YaCThIe pecrmpa-
TOPHbIC MH(EKLINU, MOBBIIIECH PUCK JICITKO30B.

JleueOHass moMoIIb OeTsIM ¢ cuHApoMoM JlayHa HecreuuduuHa.
[TocTostHHO TPOBOAUTCS OOLIEYKperistonlee JeueHue. JJoKHO ObITh
TTOJTHOLIEHHOE TTUTaHUE.

BpoxxaeHHbIE MOPOKM cepilia yCTpaHsIoT orepatuBHo. Eciu Het
TSDKEJTBIX TIOPOKOB Pa3BUTHSI BHYTPEHHUX OPraHOB, TO IPOIOJIKU-
TEJIbHOCTb XKU3HU 3HAYUTEIbHO OOJIbILIE, YEM MPU APYTUX ayTOCOM-
HbIX Tpucomusx (mo 50 net u 6ojee). B HacTosIee BpeMsl YCIIEITHO
pa3pabaThIBalOTCSl MPUHIIMIB KOPPEKIIMU TaKUX AETel, TO3BOJSIIO-
IIKE COLIMAJIbHO afalTUPOBaTh UX K 3KU3HU [99].

CuHgpom dasapaca
(TPMcomms 18- XxPoOMOCOMbI)

ITouTtu Bo Bcex citydasix CMHAPOM DaBapica 00yCIOBIIeH MPOCTOM
Tpucomueil 18-if XxpOMOCOMBI, pexe BCTpevaroTcsl Mo3audyHble (Gop-
MBI, TPaHCJIOKaLIMOHHBIE (OpMBI KpaiiHe peaku. Yactora — 1:6000—
1:8000 HoBOpOXIEeHHBIX [13, 33, 99].

K xapakTepHbIM MpU3HAKaM CUHAPOM DABapAca OTHOCSTCS: Mpe-
HaTaJibHas TUITOIUIa3us (Macca npu poxkaeHun He 6oiiee 2200 r), Mu-
Kpouedanus, «ITUYbe JUI0», «CTOIla-KadaliKa», doJuxouedaus,
(ekcopHoe MOJOXKEHUE KUCTeM, HUXKHSISI YETIOCTh U OTBEPCTUE pTa
MaJieHbKWE, TJIa3HbIe I Y3KHe M KOPOTKHE, nehOpMUPOBAHHBIC
M HU3KO PACIIOJIOXEHHbIC YIIHbIE PAKOBMHBI, TOHKAsl TIEPEHOCUIIA,
SMUKAHT, KOPOTKas Iesl M IpyduHa, CUHIaKTUiausg. Cpean mopo-
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KOB BHYTPEHHMX OPraHOB yallle BCErO BCTPEUAlOTCs MOPOKHU ceplia
n KpynHbix cocyno (JAMZKII, AMIIIT), nopoku IHHC (criuHHO-
MO3roBasi Ipblka, TMITOIJIa31si MO30JMCTOrO TeJia, TUIOIIa3usl MO3-
xkeuka), mopoku KKT (auBepTukyn Mekkesnsi, aTpe3ust TUIIEBOAA),
MOPOKKU MOYEBOM CHUCTEMBI (YIBOEHHUE MOYEK U MOUYETOUYHMKOB, KU-
CThI, TUAPO- U Merajoypetep) u Ap. HapyiieHue pa3BUTHSI TOTOBHO-
ro MO3ra HaOIIOOAl0T BO BCeX CiIydasx. Y AeTeil oTMedyaeTcs TsKesast
3a/iepKKa MCUXOMOTOPHOTO U (PU3UUYECKOTO Pa3BUTHSI, 3aTPyIHECHUS
pY TJOTaHUM, IIPOOJIEMbI C KOPMJIEHHEM. BOJBIIMHCTBO OOJIBHBIX
noruodaroT 10 1 roga. [13, 33, 99].

CuHgpom MaTtay (Tprucomus 13- XPOMOCOMbI)

Cunzapom Brepsbie 0buT onucal B 1960 r. Yactora — 1:7000 Ho-
BOPOKACHHBIX. BBIACSIIOT TpU LIUTOreHETUUECKKUE (DOPMBI: TTPOCTYIO
tpucomuto — 47, XX, + 13 (mu6o 47, XY, +13), TpaHCIOKALIMOHHBIE
BapuaHThI (20 %) v Mo3amaHbIe popMbl (5 %). letn ¢ cmHapoMom [a-
Tay pOXIAIOTCS C UCTUHHOM IIpeHaTaJbHOM I'MITOIIa3ueil, OepeMeH-
HOCTb Y 3KE€HIIIMH YaCTO OCJIOXKHSIEeTCsI MHOroBoaueM. MeHOTUMMYECKHU
BBIIC/ISIIOT TpUady IIPU3HAKOB: MUKpodTaibMus (pexe aHodTalb-
MWST WUIM TIMKJTOTINS), paclie/InHa Iyobl ¥ Heba, MoMuaakTIns [26].
W3 npyrux BHEITHUX MPU3HAKOB OTMEYAIOTCS MUKpOIedanusi, TpH-
roHouedanus, MUPOKUN TIOCKUI HOC, (hJIEKCOPHOE crubaHue Ku-
cTeil, nepeKThI CKajbIa.

[1pu cunapome Ilatay 1ieHTpajabHasi HepBHasl CUCTEMa TopaXeHa
BO BCeX CIyJasx: apmHIHIIeaTns, aruia3us MO30JIMCTOrO Teja, To-
JIonpo3sHuedanus, TMImoruia3usl 4epBsi Mo3xeuka. Berpeuarorcs mo-
POKM KOCTHOM, cepaeyHo-cocyaucroil cucrembl (JIMIIIT, JIM2KII,
KOapKTallMsl aopThl), MOJUMKUCTO3 TOYEK, TMAPOHedpo3, He3aBep-
IIEHHBIN MTOBOPOT KUIIIEYHUKA, oMdaoriese, KpUnTopxusM. B psame
cyyaeB HaOJI0Aal0TCsl TPyOble MOPOKU Julla. Y AeTell OTMevyaeTcsl
r1yOoKasl 3aep>KKa YMCTBEHHOTO M (DM3UUYECKOTO Pa3BUTHSI.

[TponoKUTETBbHOCTh KMU3HU OOJBHBIX PE3KO CHMXKEHA, OOBIYHO
JIeTU TTIOrM0AaloT B TIepBbIe JHU WM Heaeln xku3Hu [13, 33, 99].
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CuHapOMBDI,
06yCNOBNIEHHbIE CTPYKTYPHbIMHU
nepecTpomMKkamm XpoMmoCcoMm

CHHAPOM JlexxeHa («Kowaybero Kpuka»)
(oeneuunsa KOPOTKOro NJeyYa 5-n XPOMOCOMbI)

BrepBble KIMHWYECKUE TIPOSIBICHUSI CUHApoMa onwucan JlexeH
B 1963 r. [1puunHoii 3a601eBaHUS SBJISIETCS YaCTUYHAS MOHOCOMMUSI
(menenns1) KOPOTKOIO 1ieda 5-if XpOMOCOMBL.

Kapuotum: 46, XX, del (5 p) (iubo 46, XV, del (5 p)). Hactora —
1:45000—50000 HOBOpOXIEHHBIX [33].

HeTu, KaKk mpaBUJIo, POXKIAIOTCS TOCIe HOPMaIbHO MPOTeKaBIIEeH
GepeMeHHOCTU. B HeoHaTaIbHOM TTepUOJie COCTOSTHUE PE3KO YXYy/IIIa-
eTcsl: IPUCTYIIBI [IMaHO03a, UHCITUPATOPHBIN CTPUAOP, CHYXKEHUE TBU-
raTeJIbHOM aKTMBHOCTM, YTHETEHHE COCaTesIbHOTO pediiekca, pBOTa.
Haubonee xapakTepHbIM SIBASIETCS CIieUMPUUYSCKU KPUK HOBOPO-
KIEHHOTO, HATOMWHAIOIIMI KOIIaube MIYKaHbe, OTCIOA U Ha3BaHUe
cUHApOMa. DTO CBI3aHO C HEIOpa3BUTHEM TOPTaHM, HAATOPTAaHHUKA,
U3MEHEHUEM XPSIIEBOM TKaHU, JapuHroMasuueit [99].

'V 00JbHBIX AeTeli OTMeYaeTcsl MpeHaTajbHasi THIOTPOodusI, MUKPO-
uedanusi, MbIIIeUHas TUIIOTOHUSI, TyHOOOpa3HOe JIULIO, IIUPOKasl T1e-
pEeHOCH1Ia, aHTUMOHTOJIOUIHbBIN pa3pe3 IJ1a3, TUIepTeIOPU3M, BEICOKOE
He0O0, MUKPOTEHMUSI, SITUKAHT, HU3KO PACIOJIOXEHHBIE Te(pOPMUPOBAH-
HbI€ YIIHbIE PAKOBUHBI, KOPOTKUI (DUILTP. AHOMAIUU CKeJIeTa: KIIU-
HOAAKTUJIMS V MaJibLIeB, CUHIAKTUIINS, TUIOCKOCTOITHE, CKOJINO3.

ITopoku BHYTpeHHUX OpPraHoOB HerpyOble, 4YacTO HaOII0IaI0TCs
BpPOXIEHHBIE IOPOKU cepAla, ouek, Kpuntopxusm [33, 99]. JlaHHbIiA
CHHPOM XapaKTepu3yeTcsl BopakeHHOH YO — naxke pu paHO Ha4aTOM
00yYEeHUN YJAETCs Pa3BUTh MHTEJUIEKT JIMIIbL 0 YPOBHSI 5—6-J1eTHEr0o
pebeHka [26].

BuTanbHbIii TPOTHO3 OTHOCUTEILHO OJATOMPUSITHBINA, OMUCAHBI
clydau TIpOAOJIKUTEIbHOCTH KU3HU 10 40 yet. Bbicokuii reHeTnue-
CKMI PUCK CUHAPOMAa OTMEUYAETCs MPU HOCUTEJIbCTBE PELIUIIPOKHOMN
MEePEeCTPOUKHU 5-11 XPOMOCOMBI Y POTUTEIICH.
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CuHgpoMm Bonbda-XupLUxXopHa
(MOHOCOMMSA KOPOTKOIrO NMJieya 4-i XPOMOCOMbI)

[TpuuuHOI1 cuHApPOMA SIBJISIETCS AeelMsI (UaCTUUHAst MOHOCOMMUSI)
KOPOTKOTO Ij1e4a 4-if XxpoMocoMmkl (4 p-). [TonynsaumnonHast yactora —
1:100000 [33].

Hnst aTOro cuHApoMa XapakTepHbl MUKpoledaiusi, TUrnepreao-
pU3M, IIMPOKOE MEXOPOBHOE MPOCTPAHCTBO, SIMKAHT, 3K30(TalIbM,
BBICTYIIAIOIIME HANOPOBHBIE JYTU, KPYIHBIIA HOC, MHOTIA KJIIOBOBUI-
Hblii. JIMIIO B BUAE «MacKM TPeuyeckoro BOMHA», POT C OMYIIEHHbIMU
yrJlaMu, KOPOTKUI (UIIBTP. YIilIHbIE PAKOBUMHbBI KPYITHBIE, OTTOMNBIPEH-
HbIe, HU3KO pacroioxkeHHbIe. [Ilest kopoTkast ToHKast. [1anbiibl JIvH-
HbI€, C 3A0CTPEHHBIMU KOHLEBBIMU (pajlaHTaMU, HOTTH BBITMTYKJIbIE.

M3 nmopoKoB BHYTPEHHMX OPraHOB 4Yallle OTMEYaloTCsl MOPOKU
cepaua, nouyek, KKT. XapakTepHbIM IPpU3HAKOM CHMHIpPOMA SIBJISIET-
Csl HaJlMuMe HeNpaBUIbHOUN (DopMbl yriyOJieHHsT B 00J1acTU KpecTiia
(sinus sacralis). ¥ mereit HaOmogaeTcsl pe3kasl 3amepxKKa IICUXOMO-
TOPHOTO pa3BUTHSI, YacThie cygoporu [33]. Toabko 40 % neteii ¢ aTUM
CUHAPOMOM MOTYT XOAUTb, 0OA30BbIMU HaBbIKAMM CaMOOOCITyX1Ba-
HUs oOnagaroT auib 20 % [26].

CuHgpom v [>KopoXXu

Cungpom [u Ixxopmxu (Beno-KapanodacuuaabHbIA CUHIPOM)
aCCOLIMUPOBAH C IeJIelnii 22-11 XpOMOCOMBI [26]. DTo caMblii pacipo-
CTPaHEHHbBIN U3 MUKPOAEIEIMOHHBIX CHHAPOMOB, YaCTOTA COCTABJIS -
et 1:3000—1:6000 [15].

[NcuxomMoTOpHOE pa3BUTHE TIPU 3TOM CHHIPOME MOXET OBITh HOP-
MaJIbHBIM WJIU 3aMeUIeHHBIM, V 10 % OOIbHBIX MMEIOTCS TICUXUYEC-
KI€e paccTpoMcTBa (pa3BMBAIOTCS Yallle Bcero B Bo3pacte 10—20 yer).

B 85 % ciiyyaeB uMeroTcst BpoxkaeHHbIe mopoku cepaua (JIMKII, te-
Tpaga Pao, MpaBOCTOPOHHSIST Iyra aopThl U 11p.) [26]. IIpeHaTaibHO
1o Y3M moxer ObITh oIpeieieHa TMITOIIa3usl TUMYycCa, BCJIEICTBUE KO-
TOPOI1 ITOCTHATAJILHO Pa3BUBAETCS BhIpAXKEHHBIN UMMYyHOAeuLuT [15].
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YacTo BcTpedaeTcsl paclleilnHa BepxXHeil T'yObl M TBEepHoro Heoba,
BKJTIOYAS CKPBITHINA MOACIN3UCThIN nedekT [15, 33].

Heneuust 22-i1 XxpOMOCOMbI MOXKET HOCUTb HACJEACTBEHHbIN Xxa-
pakTep. Tak Kak BO3MOXHa IIMpOKas BapuabeIbHOCTh KJIMHUYECKOM
KapTUHBI, POAUTENIU IeTel ¢ cuHapoMoM Jdu JIxKopmku o6s13aTeibHO
00CIeyIOTCST Ha Hanyue aejelun 22-ii XxpoMoCcoMBI [26].

Yucnosbie GHOMANIUMU
NOJIOBbIX XpPOMOCOM

DTa rpyrna aHoMaJIuii He COMPOBOXIAETCS 3HAUUTEIbHBIM CHU-
XKEHHEeM WHTEeJIJIEKTa, HOCUTeIn MOTyT He uMeTb BIIP (1ubo y Hux
MOTYT OBITb TOPOKHU PA3BUTHUSI, COBMECTUMbIEC C HOPMaTbHOM KNU3HbBIO
B MOCTHATaJbHOM II€pUOJIe), HE BCETaa MMEIOTCS SIBHbIE BHEIIHUE
MPOSIBJIEHUS TIaTojioruu [99].

3aromno3puTh, YTO y TAIIMEHTA €CTh U3BMEHEHMS B CUCTEME TT0JIO-
BBIX XpPOMOCOM MOXKHO I10 PsIAy MTPU3HAKOB:

1) neBuanum pocta (IpU HEKOTOPBIX CMHAPOMAX POCT ObIBAaeT
BBIIIIE CPEAHEro, Py HEKOTOPBIX HIKE);

2) U3MEHEHUSI TENOCIOXEHUsI (TeOCIOXKEeHNEe MOXET HMETh
YepThl MIPOTUBOIOJI0XHOTIO 1014, JIM00 UMETh KaKUe-TO Ipy-
rve oCo0eHHOCTHU, HallpUMep, HapyIlIeH!e TIPOIOPLIMIA);

3) 3amep:kKa MoJIOBOTO U (hU3MYECKOTO Pa3BUTHS;

4) aHOMaJIMY HapYy>KHBIX 1 BHYTPEHHUX IT0JIOBBIX OPTaHOB (4Uep-
ThI TPOTUBOIOJIOXKHOTO T0J1a, T100 MOJOBOI MH(MAHTUINU3ZM,
JIN0O MOPOKU Pa3BUTHUSI);

5) y XEHIIUH MOXeT ObITh HapyllIeHe MEHCTPYaJbHOTO LIMKJIA,
0COOEHHO BBICOKA BEPOSTHOCTH BBISIBICHUS aHEYILIOMIUIA
TOHOCOM TIpU MePBUYHOI aMeHopee;

6) HapyllIeHHs B CIIEpMOrpaMMe Y My>KUIH (0COOEHHO, acTIepMusi);

7) 6ecrtoaue (MOXeT ObITh EAIMHCTBEHHBIM CUMIITOMOM aHOMa-
JIMIA B CUCTEME TT0JIOBBIX XxpomocoM) [30].
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Ecnm y manmeHTa MMEIOTCST KaKne-T100 M3 BRITIETIEPEUNCICHHBIX
MPU3HAKOB, TPEOYETCSI HANIPAaBUTh €ro Ha LIMTOTEHETUYECKOe UCCIe-
TIOBaHME.

OcTaHOBUMCSI Ha OCHOBHBIX CUHAPOMAaX, K KOTOPbIM MOTYT MpU-
BOIUTH AHOMAJINKM B CUCTEME TTOJIOBBIX XPOMOCOM.

CuHpgpom TepHepa

CunnpoM TepHepa (B 0OTeUECTBEHHOM JIUTepaType U3BECTHBIN Kak
cunnpoM IllepemeBckoro — TepHepa) pa3BUBaeTCs, €CJIM Y KEHILM -
HbI BMECTO JBYX X-XpPOMOCOM MMEETCSI TOJIbKO OTHA — KapuoTui 45, X.
B HekoTOphIX ciydasXx MOXET OTCYTCTBOBATh YacTb X-XPOMOCOMBI
(TO ecTb MMEET MECTO ee YacTuaHas aeneunst) [13].

Yacrora manHoi aHomanuu 1:2000—1:2500 HOBOPOXKIEHHBIX
neBouek. Hepenko BcTpeuaroTcst Mo3auuHbie (hopMbl cuHApoMa Tep-
Hepa (kapuotun 45, X/46, XX) [13, 99]. KinuHuueckast KapTuHa Ipu
5TOM 3aBUCUT OT TOTO, KaKO#l KJIOH KJIeToK Mpeobnanaer. [Tpu Hu3-
KOM YpOBHE MO3aWIIM3Ma MOXET BOOOIIe He OBITh HUKAKUX SIBHBIX
KIMHAYECKUX CUMOTOMOB. B 10—15 % ciryyaeB y JKeHIIIMH ¢ MO3and-
HBIM BapMaHTOM CHHApoMa TepHepa B YaCTH KJIETOK OOHAPYKMBAET-
¢ Y-XpoMocoMa, 9TO MOKET OBbITh TPUIMHON BOZHUKHOBEHUS 3710~
KA4eCTBEHHBIX OITyXoJieit roHan [99].

®enHoTumn npu cuHapome TepHepa 10CTaTOYHO XapaKTePHbI: HU3-
KUt pocT (mpu yucToit ¢popme cpenuuii poct 140—147 cM), mmpoxas
rpyaHasi KJIeTKa U yBeJIMUYEHHOE PACCTOSIHUE MEXKY COCKOB (TUIlepTe-
JIOPU3M COCKOB), KOPOTKAs IIesi ¢ HU3KMM POCTOM BOJIOC Ha 3aTBLIKE,
BepPTUKAIbHBIE KPHIJIOBUIHBIE CKIIAIKH IIIECH.

Hepenko BcTpeyaroTcss MOPOKW pa3BUTHS BHYTPEHHUX OPTraHOB:
B 30 % cinydyaeB — nopoku cepaua, B 40—60 % ciayyaeB — MOPOKU MO-
YEBBIBOISIICH CUCTeMBI. JIpyriue CMMIITOMBI — 3TO CKEJIETHBIE aHO-
MaJIid, TIPOSBIISIONINECS B BUIE BAIBIYCHOM Ae(hOopMaIliy JIOKTEBBIX
CyCTaBOB, YKOPOYEHNH KOHEYHOCTEH M TISICTHBIX KOCTE. ¥ HEKOTO-
PBIX OOJTBHBIX ¢ 3—4 JIET TOSIBIISTIOTCST MHOXKECTBEHHBIE ITUTMEHTHBIE
HEBYCBI, TNOO BUTHIIUTO.
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V XkeHIuH ¢ cuHapoMoM TepHepa MOXET ObITh HapyIIeHUE CIIy-
Xa, pa3BMBaIleecss BO B3pPOCIOM Bo3pacTe. MHorma BCTpeuaroTcs
aHOMaJMu Mpukyca. B meprnoa HOBOPOXKAEHHOCTH Y AE€BOYEK MOXET
ObITh TUMGAaTUUECKUII OTeK KUCTEe U CTOM, KOTOpPhI K 2—3 rogam
npoxonur [99].

[Ipu Y3W BHYTpeHHUX TOJOBBIX OPraHOB, KaK MpaBUJIO, OIpe-
nensiercss uH(paHTWIbHAs MaTKa, MOTYT BU3YaJIuM3UpPOBATbCS TOHAJIbI
B BUJE TSXKEil COeAMHUTENbHONM TKaHU. B mepuon moysoBoro cospe-
BaHUs npu cuHapoMme TepHepa OymeT 3amepxkKKa ITOJI0OBOTO pa3BUTHSI
U TIepBUYHASI aMEHOPesI.

B nerckoM M moapoCTKOBOM BO3pacTe LeAU JIeUeHUs] CUHIpOMa
TepHepa — 310 onepaTuBHasi koppekuusi BIIP (npu Hanuuuwm mo-
KazaHuii), yBeJIuyeHue pocta, (GOpMUPOBAHUE BTOPUYHBIX MOJOBbBIX
npu3HakoB. Kpome 3Toro, yuuThiBasi TMIIO3CTPOTEHUIO, BAXKHO MPO-
BOJIMTH CBOEBPEMEHHYIO IPO(MIAKTUKY OCTEOIopo3a. Y OOJIbHBIX
JIETOPOIHOTO BO3pacTa OJHOI U3 OCHOBHBIX LigJIeii JIeUeHUSI SIBJISICTCS
peanu3aiius penpoayKTUBHON (PyHKINMU.

Jns yBelIMueHUsl pocTa UCIMOJb3YIOTCSl MperapaTtbl TopMoOHa po-
cra («Hopmutponun», «Xymarporn», «Pactan»). JledeHue cTout Ha-
YUHATh B paHHEM JETCKOM BO3pacTe U MPOMOJIKATh A0 JOCTUXKECHMS
KOCTHOro Bo3pacra 15 jer. [o3a ompenensieTcs 3HOOKPUHOIOIOM.
B cpenHem Takas Tepanus gaet + 1 ¢cM K pOoCTy Ha KaX/blii roj jJede-
HUSI, TO €CTb €CJIU MPUMEHSITb TOPMOH pocTa 7 JIET, TO UTOTOBBIA pOCT
OyzeT nmpuMepHo Ha 7 cM BeIle. st neByku ¢ poctoM 140—145 cm
9TO JOCTATOYHO CYIIECTBEHHO. B npenydepTaTHbIii mepuoa HaurHa-
eTcsl Teparnus MoJOBbIMU TOPMOHAMU.

JI1st TpoMIaKTUKKM OCTEOIIOpO3a PEKOMEHIYETCS IIPUEM IIperia-
partoB Kajblus B go3e 1000—1200 mr/cyt. Teparnusi ropMOHOB pocTa
U 3CTPOreHaMu TakKe MUMEET OOJIbllIoe 3HaUeHUE IS HOPMaJIbHOTO
(dopMUpOBaHUsI CKeJIeTa.

Euie ogHa mpobGieMa XXeHIIUMH ¢ CMHApoMoM TepHepa — CKJIOH-
HOCTb K OXHUpeHUIo. /IeBoueK CTOUT ¢ paHHEro Bo3pacTa MpuydyaTb
K TPaBUJIbHOMY MUTAHUIO U JTO3UPOBAHHBIM (PU3NUECKUM Harpys-
KaM. YUuTbIBasl pUCK pa3BUTUSI CaxapHOro nuadeTa 2-ro TUIIA, CTO-
WUT PEryJIIpHO MPOBOAWUTH KOHTPOJb YPOBHS caxapa (XoTs Obl 2 pa3a
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B TOmI), TIO TOKAa3aHUSIM — OPAJbHBIA TITIOKO30TOJIEPAHTHBIN TeCT
(OI'TT). CunnpoMm TepHepa conmpoBOXAAIOT HapyLIeHUs] (DYHKIIUU
IIUTOBUIHON KeJIe3bl: Yallle TUIIOTUPE03, HO BCTPEUAeTCs W TUIIep-
TUPEO3.

IMamuenTku ¢ cuHapomoM TepHepa cTpamaroT abCOIIOTHBIM Oec-
IoAMeM — pealusalusl PernpoayKTUBHON (DYHKIIMM BO3MOXHA
TOJbKO ITyTeM IpoBefaeHus DKO ¢ moHopckoit sitnekiaeTkoi. Ilpu
HarpaBieHuu Ha BPT BaxkHO OLIEHUTb HAJIMUUE MPOTUBOITOKA3aHU I
K OEpEMEHHOCTHU, B TIEPBYIO OUEpelb, KapauadbHble pUCKU. He pexo-
MeHIyeTcsl BKIovaTh B mporpaMmy DKO mauueHToOK ¢ maTtojoruei
A0PTHI M3-3a MOBBIIIEHHOTO PUCKA MATEPUHCKOM CMepPTHOCTH [ 16].

VY MmauMeHToOK ¢ MO3aulIM3MOM MOTYT OBbITh CaMOCTOSITEJIbHbIE
CTIOHTAHHbIE MEHCTPYAIlIMU U JaXKe OBYJSIMs, HO TIPU HACTYTUIEHUHU
OepeMEeHHOCTH CYIIIECTBEHHO TMOBbIIIIEH PUCK HEBbIHAIIIMBaHUS Oepe-
MEHHOCTH.

CUHOPOM NOJIMCOMUU X-XPOMOCOMbI

Y HEKOTOPBIX XKEHIIMH B KJIETKAX MPUCYTCTBYET TpU X-XPOMOCO-
MbI — KapuoTum 47, XXX. A B peaKux ciaydasx gaxe 4 uiau 5 (Kapuo-
tun 48, XXXX niu 49, XXXXX) [33].

YacTtora TprcoMun X-XpOCOMOMbI TOUYHO HEM3BECTHA U3-3a CKY/I-
HOIl KJIIMHUKM, TIpearojiaraercs, 4ro mnpumepHo 1:1000 HoBopo-
KIEHHBIX AeBodek. MDeHOTUN TpU JaHHOW aHOMAaJIuUd HOPMAaJTbHBIN
JKEHCKUI. Y MNalMeHTOK HOPMAJIbHBIA POCT, IMpaBUJIbHBIE YEePThl
JINLA, TPOTIOPLMOHATILHOE XKEHCTBEHHOE TeJlocioXeHne. HTeIeKT,
KaK MMPaBUJI0, HOPMAaJIbHbIN (BBIpAXKEHHOE CHUKEHUE MHTEJUIEKTa Ha-
OogaeTcs Mpu TeTpa- WIM IIeHTaCOMUU X-XpOMOCOMBI) [99].

Ilepuon mybepTaTa OOBIYHO IIPOTEKAET HOPMAILHO, HO Jajiee BO3-
MOHO HapyllleHWe MEHCTPYaJIbHOTO 1IMKJIa U BTOpUUHAs aMeHopes.
DepTUIIbBHOCTL MOXET ObITh COXpaHeHa, HO C BO3PacTOM PMCK Oec-
1oaust Bo3pactaeT. Bo3MOXHO pa3BUTHE TPEXIEBPEMEHHON Helo-
CTaTOYHOCTH SIMYHUKOB [52].
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JlaHHasg XpoMOCOMHasI aHOMaJMs MOXET TlepenaBaThbcs MO Ha-
caenctBy. Puck momicomuun X st modepu HOCUTETbHUIBI — 50 %.
Kpome toro, y 50 % ceiHoBeii Oyaet cunapoM KiaitHdenbrepa (Kapu-

otun 47, XXY).

CuHgpoMm KnanHdenbtepa

Cungpom KiaiiHgenbrepa pa3BUBaeTCsl, €ClIM B KapUOTHUIIS
Y MY>XUMHbI UMEETCsI IBE X-XpPOMOCOMBI 1 OJIHA Y-XpOMOcoMa — Ka-
puotun 47, XXY. Yactora BcTpeuaemoctu okojo 1:1000 HoBOpo-
>KIAEHHBIX MaJIbYMKOB. Pexxe BcTpeuaroTest KapuoTuribl 48, XXXY unu
49, XXXXY, HO B 9TOM ciiydae 0oJiee BbIpaXkeHbl MPOOJIEMbI CO 310PO-
BbEM M HAOJIIOIAIOTCS MHTE/UIEKTYaIbHbIe HapyieHus [13, 99].

MeHOTHUTI TIPX 3TOM CUHIPOME MYXCKOM, KaK ITpaBUJIO0, OTMEYaeT-
¢Sl BBICOKHUI POCT, €BHYXOUIHOE TEJIOCIOXKEHUE C IIMHHBIMU KOHEU-
HocTaMU. Bno06aBok, muiirHssa X-xpoMocoMa 100aBJIsIeT TaK1e YepThl,
KaK TOPU30HTAJIbHBIN POCT BOJIOC Ha JIOOKE U TMHEKOMAacTusl (yBesu-
YeHMe MOJIOYHBIX Xese3). [1ojoBele opraHbl pa3BUTHI IO MYXKCKOMY
TUITY, HO pa3Mep sIMUeK pe3Ko yMeHbleH [13].

Takue MyX4MHBI CTpamaioT aOCOJIOTHBIM OECIUIONMEM, CBSI3aH-
HBIM ¢ aTpodueil ceMeHHbIX KaHalblieB. [Ipu caaye cepMorpaMMbl
BBIABIISIETCS acriepMusi. OCHOBHON TTyTh peaiu3allii PeTpOXyKTUB-
HO# (PYHKILMU B CEMbE — UCMOJIb30BaHUE TOHOPCKOM criepmbl. OgHa-
KO C TIOMOIIIbIO BCTIOMOTATEIbHBIX PEITPOTYKTUBHBIX TEXHOJIOTHI €CTh
BO3MOKHOCTh POXIEHUSI peOeHKa OT OMOJOrMYecKOro OTLa C CHH-
npomoM KiaitHdensTepa. M3 1OI0BBIX XXKeJie3 BBIASISIOTCS CIiepMa-
to3ounbl (TexHojioruss TESE — testicular sperm extraction), maiee
npoBoautcsa DKO + MKCU (unabexiius criepMaTo30ouia B SUIeKIIeT-
KY) ¥ TIepeHOoC 3MOPUOHA B OpraHu3Me CYIpyTe.

Yame Bcero cuHapom KiaitHdenbTepa BBISIBISIETCS B IIOAPOCT-
KOBOM BO3pacTe, KOTAa y MaJlbuhka OTMedaeTcsl 3aJep>KKa MoJIOBO-
ro co3peBaHMs. Ponurenu obpairaroT BHUMaHUE Ha OTCYTCTBUE WU
CKYJIHOCTh MOJIOBOTO OBOJIOCEHUSI, ObIBAET OKUPEHUE IO KEHCKOMY
tuily. MHOorma Ha «KeHCTBEHHbBIE» 0COOCHHOCTU (heHOTHIa OOpaIaeT

56



YrcnoBble AHOMANMK MOSTOBbBIX XPOMOCOM

BHMMaHME Bpad-TieIuaTp W HAIIPABJISET MaIbuMKa K SHIOKPUHOIO-
ry. HecMotpst Ha 3T0, oKojio 25 % ciiydaeB TUarHOCTUPYETCST TOJBKO
y B3pocibix [31, 60, 99].

CuHOpOM nonunrpuk (cnHpgpom sko6bca)

DTU NalMEHThI UMEIOT JIUIITHIOW Y-xpoMocomy (Kapuotur 47, XYY).

JaHHBI CHHIPOM He MMEET HUKAKUX TUITUIHBIX BHEIITHUX IIPOSTB-
JICHUW1, HaJTM4Ke MOPOKOB PA3BUTHS [IJIsI HETO HE XapaKTepHO.

Cpenu malyeHTOB ¢ 0eCIUIonrueM HOCUTENIN JIMIIHEN Y-XpOMOCo-
MBI BCTpEYAIOTCS yallle, YeM B OOlel MOMyJISILIMU, HO He BCe U3 HUX
oecrionHbl. B XX Beke cyliecTBOBajIo MHEHUE O CKIIOHHOCTHA HOCH-
TeJel TUIIHENH Y-XpOMOCOMBI K aCOLIMaJIbHOMY MTOBEAEHUIO, HO KPYII-
HBbIE MCCIEIOBAaHMS C aIeKBAaTHBIM MHU3alHOM TaKOM B3aMMOCBSI3H
He BhISIBUIN [99].
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KoHTpoOJ/IbHbIE 3040HUA

1. CocTaBbTe IIpaBUJIbHYIO ITOCIEI0BATEILHOCTD (a3 MUTO3a:
1) mpoda3a,
2) meTacdasa,
3) anadasa,
4) Tenodasa.

2. OT™MeThTe Ha KapuorpaMMe KakKue Hapbl XpOMOCOM SIBJISIOTCS
MEeTalleHTPUUECKUMMU, KAKK1e CyOMeTalleHTPUUECKUMU, a KAKHe aKpO-
LeHTpuYecKumMu (puc. 2.9).

Y
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Puc. 2.9. Kapuorpamma gns KOHTPObHOIo 3040HMS!

3. Bribepute, Kakre M3 MepeINCICHHBIX XPOMOCOMHBIX aHOMAJTHI

COBMECTHUMBbI C XKUBOPOXIECHUEM:

1) Tpucomus 21-i,

2) Mukpoaeaeuusi 1-if XpoMOCOMBI,

3) Tpucomust 16-i,

4) moHocomus 13-ii,

5) Terpacomust X,

6) mrucomus Y,

' Pucynoxk Kynpsisuesoii E. B.
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7) Tpucomus 2-1,
8) myrummkanums yyactka 18-it XpoMOCOMBEI,
9) HanmM4YMe MapKEPHOI XPOMOCOMBL.

4. O0BsICHUTE, YeM OTJIMYAIOTCSI cOajaHCUpOBaHHBLIE U He cOa-
JIJAHCUPOBaHHBIE XPOMOCOMHBbIE MEPECTPONKHU, TEPEUUCTUTE OCHOB-
HBIE BUIBI XPOMOCOMHBIX aHOMAJTUIA.

5. Ucnonp3yst puc. 2.5 u 2.6 omnpenennTe BapuaHThl KapUOTUIIA

3apofbiilia IT0C/Ie OIUIOAOTBOpeHMs. Hapucyiite cxemy WHCcepiuu
1 hOPMUPOBAHUS FAMET IPU UHCEPLIUU.

TecToBble BONPOCHI

1. Kakoii U3 nmepeuyncjieHHbIX CHHIPOMOB HE MOXKET ObITh BbISIBJIEH
NP NPOBeAEHNH CTAHAAPTHOTO KAPMOTHIIMPOBAHNSA?
1. Cungpowm Ilaray.
2. Cunnpowm TepHepa.
3. Cunapom JduJIxxopmxu.
4. Tpumiounusi.

2. Cpeay BceX YHCJIOBBIX AaHOMAJIMIA AyTOCOM HanboJiee 0J1aronpusT-
HBIii IPOrHO3 XapaKTepeH NPH CHHAPOMeE:
1. DaBapxca.
2. NayHa.
3. Ilaray.
4. TpucomMuu 22-it XpOMOCOMBI.

3. YKaxKuTe CHHAPOM, ACCONMUPOBAHHDbIN C AHOMAIUIMH B CUCTEME
MOJIOBBIX XPOMOCOM:
1. Cunapowm JlexeHa.
2. Cunnpowm fxobca.
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3. Cungpowm Ilaray.
4. Cunapom Bonbha-XupiixopHa.

4. Kak Ha3bIBaIOTCS KOHIIEBbIE YYACTKH XPOMOCOM?

1. Tenomepsl.

2. LleHTpOMEDHI.

3. ITneun Xpomocom.
4. T'NCTOHBI.

5. Tun ne/ieHus KJIETKH, B pe3y/IbTaTe KOTOPOro o0pasyioTcs moJio-

Bbl€ KJIECTKH, HA3bIBACTCA:

1. Meiios.
2. Mutos.
3. UnTepda3sa.
4. lInToknHe3.

6. B kakyio ¢a3pl AeJieHHs KJIETKH HUTOTeHETHK C MOMOIIbI0 MUKPO-

CKOIIMU MOZKET OLICHUTD XpOMOCOMbI?

1. MHuTtepdasa.
2. Ipodaza.
3. Mertacga3a.
4. Tenodasa.

7. CKOJIBKO XpOMOCOM B HOpME HAXOIUTCA B cnepMaTosomle?

1. 23.
2.22.
3. 46.
4. 69.

8. XpomocomHasi mepecTpoiika, 1Jisi KOTOPOil XapaKTepeH pa3BopoT

y4acTka xpomocomsi Ha 180° naspiBaercs:
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2. Anyeruionaus.
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4. NuBepcusl.



TecTOBblEe BOMPOCHI

9. Tpuaga cMMNTOMOB: BPOXK/IEHHbIE TIOPOKHM Cepaia, uMMyHoaedu-
AT, YMCTBEHHAS OTCTAJIOCTH JIETKOii CTEIIeHH XapaKTePHA JIsI CHHAPOMA:
1. Koiraubero kpuka.
2. TepHepa.
3. du/lopmxu.
4. DaBappca.

10. Kakoii cuHapoM BCTpeyaeTcs TOJbKO Y HHIUBHIYMOB MYMKCKO-
ro mosa?
1. TepHepa.
2. Knaiingenbrepa.
3. Ilaray.
4. Tn JIxXopmxu.

11. IIpu HamMuMK cOANAHCHMPOBAHHOI POOEPTCOHOBCKOW TPAHCJIO-
Kanum 13:14 y ogHOro u3 cynpyros moBbILIEH PHCK POKIEHHS peOeHKa
C CHHIPOMOM:

1. ITaTay.

2. DaBappca.

3. NayHa.

4. InJIxopaxu.
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KITMHWMYEeCKOd TepATONOr g

Pa3zien KIMHWYECKOW FeHEeTUKHU, U3YJalollUil 3TUOJOTUI0, TaTo-
TeHe3, KIMHUIECKUE TTPOSIBJICHUSI, METOIBl TMAarHOCTUKU, JICYCHUS,
MpoGUIaKTUKKU BPOKACHHBIX TOPOKOB Pa3BUTHsI MOJYYN Ha3BaHUE
mepamonoeus (OT Tped. teratos — ypoJ, YyITOBUIIIE).

OCHOBOITIOJIOXHUKOM 3KCIEPUMEHTATbHBIX UCCIENOBAaHUI B 00-
JIACTY U3YYEHUST HapyIIEHUS Pa3BUTHS CUNTAETCS (PpaHITy3CKUI yae-
Helii D. 2K. Cenr-Uinep. TepMuH «TepaTosorus» ObUT IIPEIIoKeH ero
coiHoM B 1882 r. M. K. Cenr-MUnepoM — dpaHIIy3cKUM 300J0TOM.
CBOMMU UCCIENOBAHUSIMU OH paclIUupul, 0000 U CUCTeMaTU3K -
poBaj BeCh UMEIOIINIICSI K TOMY BPEeMEHU MaTepHras O BPOXKICHHBIX
nopokax [8, 31, 89, 90].

BpO)XAEHHbIE NOPOKK PA3BUTHUSA

Bpoorcdennuiit nopok pazeumus (BI1P) uim 6onblast aHoManus pas-
BUTHUSI — 3TO CTOHKOE MOP(OJOTUUECKOe U3MEHEHHUE OpraHa, 4acTu
opraHa MM OOJIBIIIOTO YJacTKa Tejla, BO3HUKAIOIIEe Jallle BHYTPHY-
TpOOHO, BbIXOsIIEe 3a Mpeaeabl HOPMaJbHBIX BapUalluil CTPOCHMSI
U Hapymatolee ero ¢pynkuuio [8, 30, 88, 90].

[To manaeiM BO3 npumMepHo y 1 u3 33 HOBOPOXAECHHBIX AeTeid
HaOJTI0MATOTCS TTOPOKU Pa3BUTHS, TO €CTh €XKETOTHO POKIACTCS MPH-
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BOOXOEHHbIE MOPOKM PA3BUTUA

mepHo 3,2 mwuimoHa aeteir ¢ BITP. Yacrora BcTtpewaemoctu BITP
B TIOIYJISIIIUA COCTABIISIET B CpeIHEM OT 3—6 %.

BITP gBnstoTcss onmHOW M3 OCHOBHBIX MPUYMH NIETCKOW WHBa-
JIMITHOCTU U cMepTHOCTHU. 1o JaHHBIM MEXAYHApOAHBIX PETUCTPOB,
Hambosiee yacto Bcrpeuatorcss BIIP cepmeuHo-cocynmucroii, Moue-
MOJIOBOM, LIEHTPaAJIBLHONM HEPBHOM CUCTeM M KoHeyHocTeil. ITo maH-
HeiM EUROCAT (EBpomneiickas cerb Ham3opa 3a BIIP) pacmpo-
CTPaHEHHOCTb BPOXIECHHBIX aHoMauii 3a riepuog ¢ 2005 mo 2022 rr.
Ha 10000 poxxaenuii cocraBuia 259,24 (258,34—260,13) ciayuaes. Ju-
ama3oH pacnpoctpaHeHHocTU BITP no naHHbIM pernoHoB Poccuu —
4,3—55na 1000 [31, 34, 88, 90]. CpenHuii MHOTOJIETHUI ITOKa3aTelb
nonysiioHHoM yactotel BITP B CBepajioBckoli 0061acTu COCTaBUI
40,32 Ha 1000 HOBOPOXAEHHBIX (1TO JAHHBIM MOHUTOPWHTA U PETU-
ctpa BITP na 6a3ze KJI1LI O3MP).

B mnaywyHo#i nuTeparype IIMPOKO WCHOJIB3YIOTCS TEPMHUHBI
epoxcdennas anomanus (congenital anomaly) unu eposcdennutii degpekm
(birth defect), moa KOTOpbIMU B MEXIAYHapOAHOW Kilaccudukamu
oonesneit (MKB) nmoapasymeBatoTcst CTpyKTypHBIE, OMOXUMUYECKHUE,
(byHKUIMOHANIBHBIC HAPYIIIEHUST, TIPUCYTCTBYIOIINE Y HOBOPOXKIEHHO-
ro, HeE3aBUCUMO OT TOTO, OOHAPYKMBAIOTCS JIM OHU B 3TO BpeMs WU
HEeT; BI3BAHHBIC YHACJICIOBAaHHBIM COCTOSTHHEM, JIMOO CPEIOBBIM CO-
OBITHEM, IIPEAIISCTBYIOIINM poxXIeHuIo |34, 88].

CyiiecTByeT HeCKOJBbKO Knaccugukauuii BITP. Dtuonatorenern-
yeckasi Kjaccudukalius npeacrapieHa Ha puc. 3.1.

Manbdopmanmsa

Ouspynuma

Ledopmauns

Oucnnasuna

CTPYKTYpHbIli AedeKT opraHa
WM 4acTy OpraHa B
pesynbTaTe HapylweH1e
NPOLECCoB PassuTHs NO4
[eNCTBMEM BHYTPEHHMX
nNpUYmH (Yacto
HacneACTBeHHbIX), NPY STOM
334aTOK OPraHa U3HaYabHO
aHomaneH

lMpumepsr: pedekTbl
HepsHo Tpy6Kku, BIC,
pacuienmta rybol n
Heba

Mopdonorueckuii gedexr
OpraHa unau 4acTm opraHa s
pesynbTaTe BHeWHero

Hapywenve bopmbi,
pa3smepa uau NonoXeHus

HapywewHan opranusauyms
KNIETOK B TKAHAX U ee

uacry Tena, obyc

npensTcTBNA Ha
HOPManbHbIM NpoLecc passuTia
(amHuOTIYE CRME TN,
MHGEKLWY, TPaBMbI, HapylueHe
KposoobpalieHus),
YHUUTOXEHME HE3aMEHMMOi
HOPMaNbHOW TKaHM N1oAa

KUMM
Bo3aECTBMAMM Ha
HOPManbHO pa3suThe
OpraHbl UM YacTh Tena
nnoaa (Manosoaue, Nopokm
WM onyxonn matkm)

Mpumepbi: amnyTaumm
KOHeuHoCTel nioaa
AMHUOTUYECKUMU TAKAMM

lMpumepeor:
No3nLMOHHanA
KOCO0/1anocCTb,
acummeTpusa vepena

n4eckunit

peaynbrar

Mpumepsr: aucnnasus
coeanHUTENIbHON
TKaHu

Puc. 3.1. 9TnonaTtoreHeTnyeckasa knaccuounkaumsa BripP?

' Pucynok Kynpsisuesoii E. B.

63



KnnHu4eckas TepaTonormg

ITo Bpemenu Bo3HukHOBeHus1 BIIP nmensat Ha ramero-, 0Gjacro-,
aM0Opuo- 1 peronatum (puc. 3.2).

[ameTonatum Bnacrtonatum 3M6pMOI‘IaTMM $eTonatum
MyTaumm Bo3HMKalOT B MNopaxeHue MNospexaeHue MNoBpexaeHve
NOJNIOBbIX KNETKaX 6nacroumncTsl (nepsble 3M6pPKOHa B Nepurog, oT naoga ot 9-u
(AviLexkneTke Man 15 paHeit nocne 16-ro A0 8- Hepem HezeNu pasBuTHA 4o
cnepmatosonge) 0n/10A0TBOPEHMA) passuTuA pozos
MMpumeper: MBIP, Mpumepeor: Mpumepsr: BIC, Mpumepbi:
accoLMUPOBaHHbIE C Cramckue bamnsHeubl LledeKTbl HepBHOM AnabeTudeckas
XPOMOCOMHbIMM TPY6KM detonatua

aHoManmnammn

Puc. 3.2. Knaccudumkaums BINP no BpemMeHn BOSHUKHOBEHMS'

Taxxe BITP knaccuguuupyrorcs o creneHu TSKeCTU:
1) nerajabHBIEC — IIPUBOASIT K TUOEIIN, Yallle Cpa3y ITOCIe POXKICHMS
2) TseKenble (rpyobie) — TPeOYIOT CPOYHOI0 MEIUIIMHCKOIO BME-
1IaTeJbCTBa MOCIe POXIACHUS U/WUI 3HAYUTEJIbHO Hapylla-
IO1IME KAaYeCTBO XXU3HU B NAJIbHENILIEM;
3) YMepeHHO TsiKesble — TpeOyolre JIeYeHUsI, HO He yrpoxalo-
11IM€ XU3HU, HE3HAYMTEIbHO HapyIlIaloUIe KaueCTBO XKU3HU;
4) manble aHOMaJIUW pPa3BUTUST — HeOOJbIINE HapyILIeHUS
B CTPOEHMHU OpraHa, He COMNPOBOXIAIOIIMECS HapylleHUeM
ero ¢pyHkuun [53, 90, 99].
B MeauimHCKOM MpakTHKe TaKXke IIMPOKO UCTIONIb3YeTCs KacCu-
¢ukanys aHoMaauii pa3BUTHUsI, KOTOpasi OCHOBaHa Ha OpPTaHHO-CU-
CTeMHOM (aHATOMO-(pU3UOJIOIrMYECKOM) IIPUHIIUTIE.
K pacrnpocTtpaHeHHBIM BuaaM MOPOKOB B MPaKTUKe Bpaya Jto0oi
CMEeUATbHOCTA OTHOCSTCS CEAYIOLINE:
1) areHe3us1 — MOJHOE BPOXAEHHOE OTCYTCTBUE OpraHa;
2) aruia3usi — BPOXIEHHOE OTCYTCTBME OpraHa ¢ COXpaHEHUEM
€T0 COCYAUCTOM HOXKH;
3) arpe3ust ¥ CTEHO3 — COOTBETCTBEHHO I1OJIHOE OTCYTCTBUE WU

Cy>XeHHe KaHaJia (OTBEpPCTHSI);

4) BpoXIEeHHasl TMMOIUIa3usl — HEIOpa3BUTHUE OpraHa, IpOsiB-
Jistoleecs: 1eUIIMTOM OTHOCUTEIBbHOM Macchl (OTHOIIEHUE

' Pucynoxk Kynpsisuesoii E. B.
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BOOXOEHHbIE MOPOKM PA3BUTUA

a0COJIIOTHOM Macchl OpraHa K abCOJIIOTHOM Macce Tejia mioaa
WM peOdeHKa, BIPaXKeHHOE B MPOILIEHTAaX) WM Pa3MepoB Op-
raHa, INpeBbllliaiolllee OTKJIOHEHWE OT CPEeIHUX MoKazaTesei
B IBE€ CUT'MBI (CpeIHssI OIIMOKa) IIJIs JaHHOTO BO3pacTa: IIpo-
cras (0e3 HapyllIeHusI CTPYKTYpbl) U AUCIIacTUYecKas (C Ha-
pYLLIEHUEM CTPYKTYpPHI);

5) BpoxXneHHasi TUIIOTpogusI — YMEHbIIIEHHAsI Macca Tela Iioaa
WJIM HOBOPOXIEHHOTO;

6) BpoxIeHHast runepTpodus (rUmepruiasus) — yBeJIMYEeHHAast
OTHOCHUTE/IbHAsI Macca (pa3MepoB) OpraHa 3a CYeT yBeJauue-
HUS oO0beMa (TuriepTpodusi) WIn KOJINYecTBa (TUIEPILIa3us)
KJIETOK;

7) rereporuiazus — HapyuieHue nuddepeHIMPOBKU OTAEIbHBIX
TUIIOB TKaHeW, Harpumep, KJIETKU TIJIOCKOTO 3MUTEIUs Mu-
1IeBOJIa B NMBEPTUKYJIe MeKKes;

8) rerepoTonusi — HAJIMYME KJIETOK, TKaHe MJIM ydyacTKa opra-
Ha B IpYIOM OpraHe WJv B TeX 30Hax opraHa, rjie B HOpMe UX
He JOJIKHO OBITh;

9) sKkTonusl — cMelleHre opraHa B HETUITMYHOE JIJIs1 HETO MECTO;

10) nuzpadust wim apadusgs — He3apalleHue dMOPUOHAIBHOM
ey (paciuesrHa ryObl Min HeOa, MO3BOHOYHMKA);

11) nucxpoHusi — HapylleHMe TeMIIOB Pa3BUTUSI (YCKOPEHHOE
WIN 3aMEJIJICHHOE);

12) makpocomust (TMTaHTU3M) — YBeJIMYEHHasI AJIMHA Tea;

13) HepazgeneHue (CIMSIHUE) — MOXKET OBITh OpraHa Mjiv MOHO-
3UTOTHBIX OJIM3HEOB (KpaHUOMAru, TOPOKOIaru, CpoCIInecs
yepernamuy Win rpyIHbIMU KJIeTKaMu OJIM3HELIbI);

14) nepcuctupoBaHre — COXpaHEHUE SMOPUOHAIBHBIX CTPYK-
Typ, B HOpM€ MCUe3alollMX K ONpeneJeHHOMY Mepuo1y OH-
TOreHe3a, HampuMmep, HezapalleHue 0aTauioBa MPOTOKa WU
OBaJIbHOTO OKHA Y pe0eHKa B BO3pacTe cTapliie TPEX MECSIIE;

15) HapyluieHue JOOYISILIMY — JOTMOJHUTENbHAS O0JS JIETKOTO,
MeYeHu;

16) MHBepCUST — 3epKaJbHOE PACITONIOKEHIE OPTaHOB;

17) obpaszoBaHue BOOSIHOK — ruapouedanus, ruaporedpos 4, 7, 8].

65



KnnHu4eckas TepaTonormg

s oObsSICHEHUSI STUOJOTMYECKUX U MATOTeHETUUYECKUX CBSI3ei
MEXIy Pa3HbIMU TUTIAMU aHOMAJIMI Pa3BUTHUSI TIPEAJIOKEHBI CEAYIO-
1I1e TTOHSATUS: CIeACTBUE, CAHIPOM, accollMallus.

Cundpom — KOMILIEKC MHOXKECTBEHHbBIX MOPOKOB U aHOMAaIUii
pa3BUTHSI, MATOTEHETUYECKHU U STUOJOTMYECKH CBSI3aHHbBIX MEXIY CO-
00li; 3TO yCTOMYMBOE COYETaHWE ABYX W 00jiee He MHIYLIMPOBAHHBIX
JIPYT APYrOM MOPOKOB Pa3BUTHS B pa3HbIX CUCTEMax opraHusma [52].

Cnedcmeue (aHOMAJaA, CEKBEHIIUSI, BTOPUYHBIN MOPOK) — KOM-
TJIEKC TTOPOKOB PAa3BUTUSI, BOZHUKAIOIIWIA BCJIEACTBUE AEHUCTBUS OJl-
Horo BITP wnm ¢usmyeckoro pakropa, KOTOPbI BbI3bIBAET KacKa
BTOPUYHBIX HapylieHUi (CBSI3b MEXIy IOpOKaMu IaToreHeThye-
ckas). Hanmpumep, cnopanuueckuii aHomanan Ilbepa-PobeHa, mpu
KOTOPOM TE€PBUYHBIM MOPOKOM SIBJISIETCSI MUKPOT€HUSI, a €T0 Clell-
CTBUEM OYyIyT YMEHbIIEHWE POTOBOI MOJIOCTU, TJIOCCOITO3, paclie-
JMHa HeOa, OTMeYaeTcs 3aTpyAHeHUE ObIxaHus, TiotaHus [31, 52].

Accoyuayus — HecnaydyaliHOe cOYETaHME HECKOJbKUX IOPOKOB
1 aHOMAaJuii pa3BUTHS, HaOmoparomeecs y 2 U 0ojiee MallMeHTOB,
He M3BECTHBIX KaK CUHIPOM WK cieactBue. Hampumep, accouuanust
OEIS — omdaroneie, 3KCTpodust MOYEBOTO ITy3bIpsl, aTPE3KsI 3aIHETO
npoxona, nedeKThl mo3BoHOoYHMKA; acconuauns VACTERL — atpe-
31 MUIIEBOAA U 3aIHETO MPOX0Ja, Tpaxeo-330daraibHble (DUCTYIIbI,
MOPOKU TOYEK, cepala, AeeKThl MO3BOHOYHMKA, paaualbHbIe AUC-
rrasuu [31, 52, 90].

OtTnonorusa n natoreHes BIP

BpoxxaeHHbIE TTOPOKU Pa3BUTUSI MPEACTABISIOT OOLIMPHYIO TO-
JIMSTUOJIOTUYECKYIO TPYITITY HApyIIEHU paHHETo M TO3MHEro OHTO-
reHe3a. B OosbIIMHCTBE ciyvyaeB yAaeTcsl YCTAaHOBUTH MYJIbTH(haK-
TOPHYIO TIPUPOIY BPOKICHHBIX aHOMAJINA. B IponcxoxneHnum mopo-
KOB Pa3BUTUSI CXEMATUYHO MOXHO BBIICIUTH ABE TPYIIbI (h)aKTOPOB
(JTazroxk I'. M., 1982 r.) [88].
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OHJOreHHbIe TPUUMNHBI:

1) u3MeHeHus HacAeACTBEHHBIX CTPYKTYpP (XpPOMOCOMHBIC aHO-
MaJIiM, TeHHBIC MYTalllHN);

2) SHAOKPUHHBIE 3a00JeBaHUS U MeTaboJnueckue AedeKThl
y Matepu (caxapHbIii AUa0eT, TUIIOTUPE03, (DeHWIKETOHYPUS
1 IpyTHe);

3) BO3pacT poauTeNeit.

DK30reHHbIE MPUINHBI:

1) dusnyeckue HakTopbl: MIOHU3UPYIOLLAS paaualus, MeXaHU-
yeckue (hakKTOPhI, 2JIEKTPOMarHUTHOE U3JIydeHUe, TUIepTep-
MM U IpyTHeE;

2) xumudeckue (akTophl: IeKapCTBEHHbIE TIpernapaThl (psiI aH-
TUKOHBYJIbCAHTOB, TTPOTHUBOOITYXOJIEBBIE CPEICTBA, TAIMIO-
MU, PETMHOEBasl KUCI0Ta, TETPALMKJIWH, CTPENTOMUIIVH,
KOKauH U Apyrue), XMMUYECKHe BelllecTBa, MPUMEHsIEMble
B ITPOMBIIIUIEHHOCTHU U B OBITY, TUTIOKCHSI, aJIKOTOJIb U APYTHE;

3) ouosnornyeckue pakTophl: BUPYC Iepreca, IMTOMETraJIOBUPYC,
BUPYC KPACHYXH, TOKCOILIa3M03, cudwianc u apyrue [30].

[Ipouecc dopmupoBaHusl aHOMAJWA M YPOACTB Yy PACTEHUIA,
>KMUBOTHBIX, YeJioBeKa B pe3yJbTaTe HapylIeHUi Tpolecca 3MOpu-
OHAJTLHOTO PAa3BUTHS, OOYCIOBICHHBIX T€HETHUYECKMMM, SK30TCH-
HBIMU Y 3HIOTEHHBIMU (hbaKTOpaMM, MOJYUYUSl Ha3BaHUE mepamoee-
He3. ATEHTBI, TIOBPEXIAIONINE 3apOIBIII, Pa3BUBABIIMICS IO 3TOTO
BO3IEUCTBUSI HOPMAaJIbHO — mepamoeeHsl. TepaToreHHbI dakTop
He 00s13aTenbHO Bhi3biBaeT BITP, HO oH 00nagaeT TepaToreHHbIM I10-
TeHuHuanoM. DhdeKT TepaTOreHHOTo BO3AeHCTBUS OOBIYHO HACTYyIIa-
€T IIPY TTIOPOTOBOM 3HaueHUU A03HI [88, 90].

K ¢akropam, onpeaesitoliuM TepaToreHHY0 aKTUBHOCTD, TO €CTh
yactory BIIP, ux xapakrep u Ts2KecTh (heHOTUITMYECKUX IPOSIBICHUI
OTHOCSITCS:

1) cranuu smOpuoreHesa (Cpok 0epeMeHHOCTH), KOTIa peaan3y-
eTcsl MOBpeXIeHNUE;

2) crien(UIHOCTD ITOBPEXKIAIOIIETO areHTa U J03bI;

3) IAUTENbHOCTb BO3AeHCTBUSI (KPAaTKOCPOYHOE WM B TEUCHUE
BCEll 0EpeMEHHOCTH);
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4) MapuIpyT TepaToreHa (HACKOJIbKO JIETKO IPOHMKAeT 4epe3
TJ1alleHTapHbIi 0apbep);

5) TeHOTUMMYECKEe OCOOEHHOCTU MaTepu (MeIJIeHHbBIE MeTado-
JIM3aTophl) 1 Tuioga (TeHbl IpeapaciioioxeHHocT) [31, 88, 90].

Pesyabratom OeiicTBUSI TEpaTOTeHOB MOIYT OBITh He TOJIbKO BITP
IUIOJA, HO TaKKe OecIuIoane, BRIKUMALIIN (TOeIb 3apoAblla), Ipe-
HaTaJIbHBIN Ie(UIIUT POoCcTa, HapyIIeHUsT MOpdoreHe3a, HapyIeHUsT
pa3sutusa u pyukunu LIHC, kanneporenes [31, 88].

[Ipoliecc THAMBHUIYATLHOTO PA3BUTHS OpraH3Ma, HAUMHAIOIIIN I -
¢Sl C MOMEHTA OILJIONOTBOPEHUSI, UMEET DS KPpUMuU4ecKux nepuoooas,
10, KOTOPBIMYU TTOHUMAIOT BpeMsT B 9MOpHOTreHe3e, KOTIa 3apOIbIIII
OTJIMYAETCS TOBBIILIEHHOM YYBCTBUTEILHOCTBIO K ACHCTBUIO HEeO1aro-
TIPUSITHBIX (PaKTOPOB BHEIITHEH CPEbI.

[lepBbIii KpUTUYECKUIA TIEPUOJ COBMAAAET ¢ KOHLIOM |-ii 1 Hava-
JIOM 2-i Heaeau 3MOPUMOHAIBLHOTO Pa3BUTHUS (IEACHUE 3UTOTHI, M-
IUIaHTalMs1). 3apoAbIlll OOBIYHO TOrudaeT Mpu AecTBUU HebJaro-
MPUSITHBIX (DAKTOPOB.

BTopoii nepron mpuxoauTcs Ha 3—8-10 HeeJIo pa3BUTUS SMOpU-
OHAa, P 3TOM ACHCTBHE TEPAaTOreHHOTO (DaKTOpa YaCTO WHAYIIUPYET
MOopoK pa3BuTus. B opMupoBaHun 11000ro opraHa Takxke MMeeTCsl
MpeneabHbI CPOK, B TEUEHUE KOTOPOTO MOBPEXK IO (paKTop MO-
>KeT BbI3BaTh MOBPEXACHUE B BUIE MOPOKA pa3BUTHUsI. DTOT MpPOMe-
JKYyTOK BPEMEHM HA3BIBACTCS MEPamoceHHbIM MepMUHayUOHHbIM nepu-
odom (Hampumep, T LeHTPaIbHOI HEPBHOM CUCTEMBI — 3TO 3—6-5
HeAessT IS CepaeYHO-COCYAUCTON CUCTeMbl — 3—6-s1 Hemessl, st
OpraHoB 3peHus1 — 4—8-s1 Hellesis recTalm ). XapakTep BPOXKIASHHOTO
nedexra 3aBUCUT OT TOTO, Ha KaKOM 3Tarle OHTOTeHe3a IMPOU30IILIO
HapywmeHue [8, 31, 88, 89].

PeanbHo 3aperucrpupoBaHo okojo 50 TepaTOreHHbIX (PaKTOPOB
(TmosloBMHA U3 HUX JieKapcTBa). BeposITHOCTh MpOsIBIACHMS A€iICTBUS
KaX10ro u3 Hux cocrapisieT 1—18 % (B cpenHeM 1—3 %). K kpurepu-
sIM TepaTOreHHOCTHU (DAaKTOPOB OTHOCSITCSI:

1) moka3zaHa CBSI3b MeXy AeiicTBUEM (hakTopa 1 (pOpMUPOBAHM -
€M TOpOKa pa3BUTUSI;
2) BIMIEMHUOJIOTUYECKIE TaHHBIC TTOATBEPXKIAIOT 3TY CBSI3b;
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3) meiicTBME MOBpEXIarollero akropa COBHAdaeT C KpUTHYEC-
CKMMU MepUoJaMu BHYTPUYTPOOHOTO pa3BUTHSI;

4) TIpu peaKOM BO3[EMCTBUU MOBpEXIaIIero pakropa xapak-
TepHBIE TTOPOKU pa3BuTus hopmupylorcs peako [31, 88, 89].

OCHOBHBIE ITIPUMEPHI JOKA3aHHBIX TEPATOreHOB (HanOoJIee YacThie
U C XapaKTEePHBIMU CUHIPOMAMMU):

1) nexapcTBa: aHApOreHbl, BapdapuH, TUKyMapoJs, OU(eHUI-
TMAAHTOWH, TPUMETAIMOH, BaJbIlpoeBasl KUCJIOTa, aMUHOII-
TepUH, W3OTPETUHOWUH, aKyTaH, BUTaMUH A, PETUHOUJBI,
CTPENTOMULIMH, TeTPALMKIUH, TAIUIOMUA, TUITUICUIbOE-
CTpOJI, TU3EPTUHOBASI KHUCJIOTA;

2) uH(pEKIMOHHBIE areHThbl: BUPYChl — KpacHyXa, LIMTOMera-
JIOBUpPYC, MIPOCTOM Tepriec, MapBOBUpPYC, Bapullesia; 6akre-
pumn — cuUINC; MPOCTEHIINe — TOKCOIIa3Ma;

3) pusnueckue (akTOpbl: MOHU3MpPYIONIAs paaualiusi, TUIep-
TepMUs;

4) IpOU3BOACTBEHHBIC (haKTOPHI: OpTaHNYECKIE PACTBOPUTEIIN,
METWIPTYTh, NOJUXJIOPOUGDEHUIIbI, TA30JI1H;

5) MatepuHcKUe (akTopbl: AUa0ET, aJIKOroJib, KypeHUe, SHA0-
KpMHONATUM, HEMOJIHOLIEHHOe ITuTanue [12, 31].

OcCHOBHbIe peTonaTUMU

QeTanbHbIN BANBNPOEBbIA CUHOPOM

®DetanbHbI BanbpoeBblii cuHapoM (PBC) o6ycioBieH IprueMoM
BO BpeMsI 0EpEMEHHOCTH MPOTUBOCYIOPOXKHBIX ITPETIapaToB BATBIIPO-
€BOU KUCJIOTHI.

Hetu poxngawTcst ¢ 1e(UIIUTOM MacChl U JUIMHbBI Teaa. TUITMUHBL
aHOMAaJIMU JiMla: HeOoJiblIMe OpOUTHI, TUIOIJIA3Us CpelHel JacTu
JIN1A, KOPOTKUI B3AEPHYThII HOC, IJMHHBIN YIUIOIEHHbBIN (UIBTP,
IIMPOKAs TIEPEHOCUIIA, STTUKAHT, TEJIEKAHT, MUKPOTHATHUSI, MAJICHb-
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KWii pOT, paclueinHa ryObl, pacllieMHa Heba, MUKPOTHUSI, aHOTUSI.
Taxoke 1 CMHApOMa XapaKTepHbl aHOMAJIMU Yeperia: TpuroHoueda-
s, y3KUi On(poHTaIbHBINA TUaMeTP, CHUHOCTO3 IIIBOB.

K apyrum mposiBIeHUSIM CUHAPOMA OTHOCSTCS TMOJUAAKTUIIUS,
KaMIITONAKTUJIMS, TOHKWE UIMHHBIC MalbIlbl PYK M HOT, nedek-
Thl HEPBHOW TPYOKM (CIIMHHOMO3TOBasl Tpbixka), MOPOKU Ccepala
(AMZKII, ortkpmiThiii aprepuanbHbiii 1poTok (OAII), koapkramus
a0pThl, CTEHO3 aOPTAJIbHOIO KJjamaHa, aTpe3usl JIeTOYHOTO CTBOJIA),
runtocrtagust, BITP 2KKT.

Pexxe y neteit ¢ @BC onucaHbl aTpodusi TOJIOBHOTO MO3ra, KUCTa
MPO3pavyHOii MEPEropoaKU, CENTOONTUYECKas AUCIIa3usl, Kocorja-
3ue, HUCTarM, MUKpodTaabM, KaTapakTa, TYTOyXocTh U Ap. Bo3amox-
HO CHIDKEHUE MHTEJUIEKTa, ayTU3M, OTCTaBaHHWE B CTATUKO-MOTOPHOM
pasButuu [33].

BanbnpoeBas K1CIOTa SBASIETCS aHTaTOHUCTOM (DOJIMEBOI KUCIIO-
ThI, IO3TOMY TIPU €€ YIOTpeOIeHUM B TeueHUe OepEMEHHOCTH TTOBBIIIIA-
eTcsl pucK aedeKToB HepBHOM TpyOKu y muiona. Ilpu HeobxomuMocT
MpreMa aHTUKOHCYJIbCAHTOB B TeUeHUE OEPEeMEHHOCTU PEKOMEHAYeT-
Cs1 IIpYeM BBICOKMX 103 (hoIreBoil KUCIOTHI (4—5 Mr/cyT) [102].

PeTanbHbIN CUHAPOM KPACHYXM
(cuHppom Mpera)

Brnepsblie cunapom onucan B 1941 r. odpranbmonorom H. I'perom,
KOTOPBII BbICKAa3aJl MPEAIoI0XKEeHUE O CBSI3U MEXIY POXIESHUEM Jie-
Tel ¢ BPOXXIEHHOM KaTapaKTOU U MpOILEeAIIeH B TO BpeMsI SIIMAECMUEH
KpacHyXu B ABCTpaJIuU.

Puck BIIP mis moma y CEpONO3UTHUBHBIX KEHIIWH (HMMeEro-
mux IgM) cocrasisieT 40—90 %.

MubuumpoBaHue 10aa BUPYCOM KpPAacHYXUM MOXKET BbI3BaThb
CMOHTaHHBIN a00PT, MPEXKAEBPEMEHHBIE POJIbI.

TUnuYHBI TOpaxeHusl cepala, OpraHoB 3peHust U ciayxa. Cpenu
BITP rna3 ormeuarorcst KaTapakTa, MUKpO(MTaIbMUsI, TUTMEHTHAs pe-
TUHOIIATHS, TJIayKOMa, MUOIIKsI, CTpadbu3M, Kooboma. ITocTossHHbII
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MNpU3HaK — HEMPOCEHCOPHAs TYTOYXOCTh (OTHO- WJIU ABYCTOPOHHSIS).
N3 BIIC Bcrpeuatorcsa OAII, creno3 nerounoit aprepuu, JMXKII.
XapaKTepHO BblJeJeHUE BUpYca U3 Pa3IMUHbIX TKaHEH, BbISIBICHUE
crneurUIeCKUX aHTUTEN B CHIBOPOTKE TUIOAA.

Y Go1bHBIX AeTel HabIIOAaeTCsl yMCTBEHHASI OTCTAJIOCTD, 1€(ULIUT
pocta, Mukpoluedanus, ruapoliedanus, npeHaTaabHas TUIOIIA3us,
UMMYHOJIOTUYECKU I Ne(UIIAT, TIEPCUCTEHIIMS BUPYCa BO MHOTHX Op-
raHax, aHoMaJimu 3y0OB, TeMoauThuIeckas anemus [33].

OCHOBHBIM BUJIOM MPO(MPUIAKTUKHU SIBISIETCS UMMYHU3ALIMS XKEeH-
IIMH 10 25 jieT He OOJeBIIMX KPacHYXOl M He BaKLIMHUPOBAHHBIX.
[Ipu muraHupoBaHWM OEPEMEHHOCTH PEKOMEHIYETCS OIpenesieHrne
antuten (IgG u IgM) K BUpycy KpacHYXU AJisl oNlpeesieHrs] He00XO0-
JIuMocTH BakuuHauuu [102].

QeTanbHbIM LUTOMErANOBUPYCHbIA CUHAPOM

Bbicokuii puck pa3BUTUsI JTaHHOTO CUHAPOMA CBSI3aH C MePBUYHOMK
LIUTOMETAJIOBUPYCHON WH(peKIMeil B MepBOi TMOJOBUHE OepeMeH-
HOCTH.

VYV 10 % mnonos umerotcs Tskenbie BITP. XapakrepHbl BHYTpHY-
TpoOHas 3aiepKKa pocTa, rernaTocryieHOMeraius, Xeatryxa, MHGUI-
pOBaHUe IJ10/1a LIMTOMEraJIoBUPYCOM. JIeTH poxXaaloTCsl HETOHOIIEH-
HBIMU, C HU3KOI Maccol Tena.

Hepenko otmeuarorcsi Mukpouedanvs, MepuBEHTPUKYJISIPHbIE
Kajapuudukatel (3HUedAIUT), ruapoledanus, yMCTBEHHas OTCTa-
JIOCTb, TUTIOTOHUS, CYJIOPOTH.

Bo3moxkHo mopaxkeHue ria3: cTpabu3M, XOpeopeTUHUT, MUKPOd-
TaJlbMU$l, KaTapakTa, KaJblubuKaThl B ceTyaTke. YacTo y AeTeit Bbl-
SIBJISIETCSI TPOMOOLUTONEHUS, TEMOJTUTHYECKAs! aHEMUSI, TIETEXUMU.

ITpodunakruka: uzberaTb KOHTAKTOB C JAETbMU JAOIIKOJbHOTO
Bo3pacTa, NnpeHaTajibHas auarHoctuka (Y3WM) — BeHTpuKysiomera-
JIUst, KajnblM(UKaThl B ToT0BHOM Mo3re [33, 88].
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QPeTanbHbIN ANKOro/IbHbIA CUHAPOM
(ankoronbHasa amb6punopeTonaTus)

B 1968 . panirysckuii Bpad [1oss JleMyaH 1 ero KomaHaa BIiep-
BBI€ HAyYHO OTIMCAJM JIeTeH, TIOPaKeHHBIX 3JI0YTIOTPEOIEHIEM aJIKO-
rojst 6epeMEeHHBIMU.

AJIKOTroJib MPpU3HAH CaMbIM 4acCTO YIIOTPeOJIsieMbIM OepeMEHHBIMU
TepaToreHoM. Yacrora eraabHOro ankoroiasHoro cuHapoma (PAC)
B CIIIA — o1 0,2 no 2 Ha 1000. IIpu XxpoHUYECKOM aJIKOTOJIM3Me Ma-
tepu puck pas3putus ®AC cocrasiser 25—45 %. Tokcuueckue 3¢-
(beKTHI aJIKOTOJISI 3aBUCAT OT MOMEHTA M JUIMTEJILHOCTU €TO YIOTpe-
oseHust (10303aBUCUMBII 3(hHEKT).

IMocnenctBust @AC:

1) TIpe- ¥ MOCTHATAJIbHAS 3a7epKKa pOCTa;

2) usMeHeHus co ctoponsl LIHC (sierkast unu ymepernHast YO);

3) yepenHo-IULIEeBbIE AUCMOP(UN (MUKAHT, MaJeHbKMUE I1a3-
HbIE 1IeJU, ITO3, MUKPOTECHUS);

4) BIIP BHyTpeHHUX OpraHoB U cKejieTa (BOPOHKOOOpa3Has
IpyIaHas KJIeTKa, IOPOKKU CepAla, KPUNTOPXU3M U TUIOIUIA-
3151 MOIIOHKM) [33, 88].

IMpodunakrrkoit WAC sgBsIeTCS TMTOJIHBIN 0TKa3 OT YITOTPeOIeHUS
aJIKOTOJIS1 B TIepro 6epeMEHHOCTH.

OnabeTuyeckas ¢etTonaTms

Hunabetnueckas deronatus (JIP) MoxXeT pa3BUTbCA Y ILIOAOB
1 HOBOPOXIEHHBIX, MaTepU KOTOPBIX CTPAAAIOT CaXapHbIM TUabeTOM
WJIN TeCTallMOHHBIM caxapHbIM quadetom (I'C).

BriepBble CHMMOTOMOKOMILIEKC, BKJIIOYAIONIMI OOJIBLIYIO Maccy
TeJIa HOBOPOXKIEHHOTO, XapaKTepHble (DeHOTUITNICCKIE TIPOSIBICHUS
U Ipyryue NaToJIOTUYECKHUE COCTOSIHUS TMEepUOoia HOBOPOXIEHHOCTH,
ob11 ontrcad P. Kimooc B 1951 1. kak «1mabeTndeckast SMOpHUONaTHS»,
a B 1955 r. BopMm omucai ero Kak «1MabeTu4ecKyro petonatuio» [46].
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A® xapakTtepusyercsl MOJMCUCTEMHBIM TTOPaXKeHUEM, MeTaboTde-
CKVIMH ¥ SHIOKPUHHBIMK IUCHYHKIMIMA. Benymmmm cummromom D
SIBJISIETCST MAKpOCcOMUsI (pokIeHUe peObeHKa ¢ Maccoid BhIire 4 Kr) [49].
[Tpu 5TOM Y 1072 OTMEUaeTCsl yBeIMUEHUE MACChl TeJia 3a CUeT U30bITOU-
HOT'O OTJIOKEHMSI KMpa IPY OTCYTCTBUU TOTIOTHUTEIILHOTO POCTa KOCTEIA.

HosopoxneHubie ¢ JI® MMeroT «KyIIMHTOMIHBIN» BHEITHWI B
«IYHOOOpa3HOE» JIUII0, KOPOTKYIO II€I0, M30BITOYHOE OTJIOKEHHUE KIPa
Ha TYJIOBUIIIE Y TPYIHON KIIETKE C OTHOCUTETEHO KOPOTKUMMU Y TOHKM -
MM KOHEYHOCTSIMU 1 MaJICHBKOM TOJIOBOA, SIPKO-KpacHbIe KOXKHBIE ITO-
KPOBEHI C Tiepr(eprIIecKUM OTeKOM KHCTEH M CTOII, TUTIepTprXo3 [49].
Huorga 1® conpoBoxaaeTcss TpOMOOreMOpparnyeCKM CUHIPOMOM.

[MpodpumakTukoit 1P aBIsIeTCS KOHTPOIb YPOBHS TIIIOKO3BI B Te-
yeHue 6epeMeHHOCTU (HopMa it 6epeMeHHBIX < 5,1 MMomb/i) [29].
[1py BBIABICHUN TUTIEPTIIMKEMHUN OepeMEeHHBIX PeKOMEHIyeTCs Ha-
3HaueHre aUeThl N2 9 1 eXXeaHeBHBIN KOHTPOIb nKeMmuu. [1pu BbI-
SIBIECHMU HavyaiabHbIX MpusHakoB 1P y miona (mo Y3U) 6epeMeHHast
HampaBIsieTcsT K SHIOKPUHOJIOTY TS PEIIeHWsT BOTIpOca O Ha3Have-
HUM nHCyanHa [29, 46, 49].

Manbie aHOMAIUU PA3BUTUSA

Manas anomanus pazsumus (MAP) — 310 cTolikoe Mopdojornde-
CKOe HapyllleHHe OpraHa, yyacTka TeJjla, He BbIXOAsIIEee 3a Mpenesibl
BapualMid WM HaxoAslleecs y KpaHUX TpaHMI] BapualMii CTpoe-
HUSI U He COMpOBOXalolleecsl HapylleHueM ero (pyHkuuu. M3pecT-
HOo okosi0 200 MAP. Maible aHOMaJIUKM pa3BUTHUS C pa3HOM YaCTOTOM
pacnpocTpaHeHbl B MOMYJISLMU B paMKax HOpMaJIbHOI BaprabebHO-
ctu. Hampumep, cpociumecst 6poBu, IomnepevyHas CKJIaaKa JIaJoHU,
runepreaopusM, aedopMaiysl YIIHBIX PaKOBUH, KIMHOMAKTUJINS
MU3UHILA, TUTIEPTPUXO3 U 1IP.

Masbie aHoManuu pa3Butusi (MAP) He UMEIOT cepbe3HOro MeIU-
LIMHCKOTO WJIM KOCMETUYECKOTO 3HAYEHMsI, HO HEPEIKO BbICTYMAIOT
KaK BaxKHbIe CHUMIITOMBI HACJICACTBEHHOU mMaTojoruu. BrisiBiaeHue
JaHHBIX U3MEHEeHUI (peHOTUMNAa pedbeHKa TpeOyeT TMHAMNYeCKOTO Ha-
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OsitofieHUS 32 HUM U TIPOBEJEHUS] [IUTOT€HETUUECKOTrO U YJIbTPa3By-
KOBOTO UCCJIeTOBaHUIA.

B nuarnoctuyeckux 1esix cieyeT yYuTbIBaTh 3 BaXKHBIX Mapame-
Tpa MAP: KonmnuectBo MAP, codyetanue u kayectBo. [1pu Hammanm
3—5 u Gosiee MUKPOIIPU3HAKOB YaCTO BBISIBIISIFOTCS OOJIBIINE aHOMA-
JINW pa3BUTHUSI WIM HapylleHUsl UHTeIeKTa. B KauecTBe MapkKepoB
HEKOTOPbIX HACIEeICTBEHHBIX 3a00J1€BaHUI 1 CUHIPOMOB MOTYT pac-
CMaTpUBaThCsl KOMILIEKChI U3 4—5 u 6onee MAP. HanpuMmep, nmonu-
NaKTUJINUS, TUTIEPTEJIOPU3M TJ1a3 U COCKOB, JOTIOJHUTENbHbIE COCKU
MPEIoJaraloT BEICOKYIO BEPOSITHOCTb HAJTUUMS Y MAlIMEHTa TIOPOKOB
MOYEBBIBOISIIEN CUCTEMBI.

bosbiioe 3HaueHue nMmeet couetanue MAP. Harpumep, nis cuH-
npoma JlayHa xapaKTepHO HaJlnure MOHTOJIOUTHOTO pa3pesa 1J1a3, 3Mu-
KaHTa, OpaXuAaKTUIUM, KIMHOJAKTUINY MU3UHIIEB, CaHIAJIeBUIHON
IIIeJIM Ha CTOIIaX, ITOMNepevYHol JagfoHHO# ckianku. Hanbomnblee qua-
THOCTUYECKOe 3HaueHue uMeeT xapakrep MAP, T.e. BblneaeHUe TaKuX
MPU3HAKOB, KOTOpbIE CPeAU 3[10POBbIX MAlMEHTOB MOYTH HE BCTpe-
YaloTcsl: KPbUIOBUIHBIE CKJIAAKM Ien (CUHApoM TepHepa, CMHAPOM
Hynan), nocrtakcuanbHas nojaugaktuaus (cuHapom bapne-bumrs),
BepTUKaJIbHbIE HACEUKU HA MOUKe yXa (cuHapoM bekButa-Bunemana).

HauGonbiieidr 3HAYMMOCTBIO 00JIagalOT TaKWe MMKPOIIPHU3HA-
K1, KOTOpbIE BCTPEUalOTCs PeAKO Cpelu OOJbHBIX C HACAeICTBEHHOM
Y BPOXJIEHHOM MaTosiorueit u B MOnyJ/silvu 310pOBbIX JtoAeil. Hanpu-
Mep, Juactema (4acToTa B MOy/stiuu 15 %) u runoaoHTus (04eHb pe-
KO BCTpeYalouiics NpU3HaK) HECYT pa3Hylo AMarHOCTUYECKYIO HArpy3-
Ky. OTaenbHbIe MUKPOITPU3HAKU BCTPEYAIOTCS Yallle Y HETOHOIIIEHHBIX
U MaJIoBeCHBIX AeTeil. MAP MoryT ObITh STHUYECKMMU OCOOCHHOCTSIMU,
HampuMmep, SIUKAHT SIBJISIETCSI HOPMOI Y MOHTOJIOUAHOM pachl [31].

MoHuTOopuUHr BINP

Cpenn mpodUIaKTMYECKUX TIPOTPaMM 3IPAaBOOXPAHEHMST OTHO
U3 BeAyLIMX MECT 3aHMMaeT MOHUTOPUHI BPOXKICHHBIX TMOPOKOB
pa3Butus. OCHOBHAS 11eJIb MOHUTOPMHTA — KOHTPOJIb HaJ 9acTOTOM
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BIIP u mpenynpexneHue ux MOsIBICHMS B ITOMY/ISIUUK. {711 BBITTOIHE -
HUSI BTOM 1IeJIM MpOorpaMMbl MOHUTOPUHTA HaMpaBJeHbl HA pellleHne
CIIeMYIOIINX 3a1a4:
1) onpenenenue yactot BITP B monynsiiuu;
2) uzydyeHue nuHaMuku yactoT BIIP;
3) npoBeaeHEe MNIEMUOJIOTUYeCKUX nucciaeaoBanuii BITP;
4) uzyyenue satuojoruu BIIP;
5) BBISIBIEHME U KOHTPOJIb HOBBIX TEPaTOT€HHBIX (DAKTOPOB CPE/Ibl;
6) ollcHKa BIMSHUNM Ha MOMYISIIMOHHBIC TOKa3aTeld YacTOT
BITP nmporpamm npeHaTaabHOM AUMArHOCTUKMU U MEPBUYHOMN
npodunaktuku [20, 34].

C 1 guBaps 1999 r. yuyeT BpOXIEHHBIX aHOMAJIM B Hallleil cTpaHe
OCYILECTBIIIETCSI B PeXXMMe OOIIEepOCCUICKON ITPpOrpaMMbl MOHUTO-
punra BITP (mpuka3z M3 Poccum Ne 268 ot 10.09.98 1. «O MOHUTOpWHTE
BPOKIEHHBIX IOPOKOB Pa3BUTHUs y AeTeil» ). Monutopunr BITP B Ceepn-
JIOBCKO#1 obnactu rpoBoautcst Ha 6aze KJILL O3MP ¢ 1992 r. B pamkax
PETMOHAIEHOTO PerncTpa (KOMITbIOTepU3NpOBaHHasI rporpamMma «I1po-
0aHa»). C 2012 roga Bce cBeieHUsI O MOPOKAX BHOCSITCS B €IUHBII 00-
IIEPOCCUICKUI PETUCTP — KOMIIbIOTepHas ImporpamMmma «MOHUTOPUHT
BPOXIEHHBIX IIOPOKOB pa3BUTH». JJaHHasI TTporpaMMa Mo3BOJISIET 10~
CTUTHYTb €IMHOTO MOJAX0Ja K cjexXeHuto 3a yactotoir BITP, ux ctpyk-
TYpOi1 ¥ AMHAMUKOI1 B OTAEIbHBIX TeppuTopusix P u Poccuu B 1iesiom,
obecrieurBaeT SMUAEMHOIOTMYECKIE NCCICTIOBAHMS C 1IETbIO N3yIeHUS
XapakTepa, CTPYKTYphl, YDOBHEN, IMHAMUKY U TEHACHLIMI pacipocTpa-
HeHHocTy BITP B Tepputopusix cyobekTon PO.

11 TOro 4TOOBI PETMCTP COIepKal MaKCUMAaJbHO ITOJHYIO, Ne-
TaJbHYI0 U KaueCTBEHHYI0 MH(MOPMAIIMIO 000 BCeX CIIydasx W TUITax
BIIP, B HEero momKHbI BKJTIOYAThCSI:

1) naHHBIE MO BPOXIAEHHBIM AHOMAJIMSM Y >KUBOPOXIEHHBIX
JIeTeil 1 y MEPTBOPOXKACHHBIX AeTell (BecoM O6osee S00 T mipu
CpoKe OepeMeHHOCTH OoJiee 22 Helelb);

2) AaHHBIE IO UHAYLUUPOBAHHBIM a00pTaM, MPOBEACHHBIM IO Me-
IUIIMHCKYM TOKAa3aHMUSIM T10CTIe TIpeHATAIbHOM TMarHOCTUKHI
(B ciyuae BoisiBieHUs BITP), mmociie maTonoroaHaroMmuueckoi
Bepu(UKaALIMN.
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s MoaHOTHI cOopa NaHHbBIX MCTOJb3YIOTCS Pa3IMUHbIE MCTOY-
HUKU WMHOOpMaALMHU, UYTO AAET BO3MOXKHOCThH IOJYYUTb CBEACHUS
0 BPOXXJIEHHBIX TTOPOKaX HE TOJbKO CPEAU HOBOPOXKAEHHBIX, HO U Cpe-
U AeTell pa3IUYHbIX BO3PACTOB U B3POCJIBIX:

1) cranmaptHbie n3BenieHust o BITP — opma Ne 025—11/y-98;
2) aMOymaTopHbIe KapThl 6epeMeHHBIX — dopma Ne 096y;

3) TreHeTUYECKUE KAPThI, ICTOPUHU 00JIe3HU neTeit — No 112;

4) cBeneHust U3 Mpo3ekTyp — popma No 013 /y.

ITpu npoBeneHUUM MOHUTOPMHIA MCMOJb3YeTCs] KOTOPTHBIM Me-
ToA cOopa uH(MOPMAILIUU, SIBASIONIMICS HauboJiee MOAXOASIIIUM s
OBICTPOro MOIMYJSIMOHHOTO MOHUTOpUHTA. [Ipy 3TOM Moaxone st
Bcell BEIOOPKU HOBOpOXAeHHBIX ¢ BITP pernctpupyercs HeCKOJIbKO
OCHOBHBIX MOKa3aTesieid: CpOK POJOB, MOJI peOeHKa U Macca Teja mpu
POXIEHUU, BO3pACT MaTepU, MECTO TIPOXKMBAHUS U Opyrue. JlaHHbIe
rnapameTpbl BEIOPaHbI B CBSI3U C TEM, YTO OHU CYLIECTBEHHbI JJIs1 MH-
Teprperaiu yactotr BITP, 1 MOTYT OBITH JIETKO MOJTYYEHBI U3 MEIU-
IIUHCKOU TOKYMEHTAIIUH.

bosbllioe 3HaUeHWe UMeeT BhIASICHUE U ONpeaeeHUe TeX COCTO-
SIHUIA, KOTOPbIE JOJKHBI PETMCTPUPOBAThCs. B uaeanbHOl cuTyaluu
PerucTp AOJKEH CoAepXKaTh IeTalbHY0 MH(MOPMAaLIMIO 000 BCEX CIIy-
yasx BITP.

Ceiiuyac B OOJBIIMHCTBE CUCTEM MOHUTOPMHIA B 00s3aTeIbHOM
nopsiake cuHapom [ayHa, Bce caydan MBIIP, a Takke ciaemyroue
M30JIMPOBaHHbIC TTOPOKU PA3BUTHSI:

1) ansHuedanms;

2) CIMHHOMO3TOBas IPbIKa;

3) sHuedanoueie;

4) BpoxaeHHasl ruapoiedanus;

5) MUKpOTHUSI, aHOTHS;

6) paciuienHa HEOa;

7) paciienuHa ryobl u/uiau HEOa;

8) TpaHCMO3ULIMSI KPYITHBIX COCYIIOB;
9) rumnoruiasusi JeBbIX OTIEIOB CeplIa;
10) aTpe3ust muIleBOAA;

11) aTpe3ust aHyca;
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12) areHe3us UIu AUCTEHE3Us TI0YEK;

13) runocrnaausi;

14) snucnanus;

15) akcTpodusi MOYEBOTO Ty3bIPS;

16) pemnyKInmOHHbBIE TTOPOKM KOHEYHOCTEN;
17) nuacdparmaibHas rpblKa;

18) omdanouerne;

19) ractpomusuc.

Ha mexayHaponlHOM ypOBHE MOHUTOPUHIOBBIE peructpbl BITP
BO3HUKJIM enle B 60-¢ rombl MpOLUIOro Beka, K Hadaiy 90-X roaos
chopMyarMpoBaHbl 0a30Bble MPUHLIUIBLI UX opraHu3auuu. B HacTto-
siee Bpemsi MOHMTOpUHT BITP ocyiectBisieTcss B GONBIIMHCTBE
ctpad EBponbl 1 AMepuku. DpeKTUBHOCTh CMCTEM MOHUTOPMHIA
YBEJIMUYUBAETCS, €CJIM OHU OObEAMHEHBI B MEXXIYHAPOAHYO 0a3y JaH-
Hbix. [Toatomy eme B 70-e roabl XX BeKa 00pa30BalCh ABE MEXKIY-
HapoJIHbIe OpraHU3aluK, KOTOPbIE TECHO COTPYAHUYAIOT MEXAY CO-
ooii: EUROCAT (European Registration of Congenital Abnormalities
and Twins — EBporeiickas peructpauusi BpoKIEHHBIX aHOMaIUi
u 6ausHenoB) 1 ICBDSR (International Clearinghouse Birth Defects
Monitoring System — MexayHapoaHasi cicTeMa MOHUTOPUHTA BPOX-
JIeHHBIX 1e(EKTOB).

MexnyHapoaHasi cuctema MmoHutopuHra BITP ICBDMS 6bu1a yu-
pexneHa B 1974 1. B 1. XenbcrHkM. OHa TipeicTaBieHa 47 pernoHallb-
HbIMU mporpammamu u3 31 ctpanbl EBpornbl, Asuu, AMepuku u Ad-
puku. C 2004 r. Hocut Ha3BaHue International Clearinghouse for Birth
Defects Surveillance and Research (ICBDSR).

B 1978 1. 6b112 obuIMasibHO cO3aHa Tpu noaaepxKe EBpomneiicko-
ro dkoHomuueckoro Coobuiectsa (EDC) MexayHapoaHasi opraHu-
3a1Msl TI0 COBMECTHOM NesSITeTbHOCTH B MCCIIEIOBAHMIX BPOXKICHHBIX
aHoMmajuii U1 MHororiogHbix 6epemeHHocTeit — EUROCAT. JlaH-
Has CUCTeMa MOHUTOPMHIA COCTOMT U3 35 peructpoB u3 21 cTpaHbI
Esponsl [19, 21].
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KoHTpoOJ/IbHbIE 3040HUA

1. ComocraBbTe nepevyunciieHHble aHoMaauu ¢ Tunom BITP:

‘ BpO)K,CI'EHHBH KoconanocTb ‘ ‘

MA/Ib®OPMALIMA |
‘ MonuaakTnnua ‘
\ OECOPMALMSA |
‘ Mukpouedanus npum GPAC ‘
‘ MbiweYyHan KpMBoLwes ‘ ‘ OM3PYNLMA ‘
Ariasus y4eBoi KOCTU Npu TalMAaMUaHOM
smbpuronatm ‘ AMcnAAsMA ‘

Mi3meHeHre CTPYKTYpbl COeAVHUTENBbHOM TKaHU Npu
cuHgpome MapdaHa

2. Ilepeuncnure 1eab 1 3aga4 MoHUTOprHTa BITP.

3. B yem 3akmoyaeTcst mepBUYHAS W BTOPUYHAST MPOPUIAKTH-
ka BITP?

4. Hanuiute 3cce Ha teMy: «BITP y muona. Ecth iu mokazaHus
IUTST IpepbIBaHUST OEPEMEHHOCTH ?».

5. CeMbst oOpaTuIach Ha KOHCYJIbTAllMIO FEHETHKA B CBSI3U C XKeJla-
HUEM YCBIHOBUTbH MaJibuMKa Tpex JeT u3 aeTckoro aoma. Ha ocMotpe
y pebeHKa BbIsiBIeHb MAP: y3Kue ria3Hble 1eId, BeKU CJIerka oIry-
meHsl, Mukporenus. Poct 85 cm, Bec 10,6 Kr. Peub cKymHast, TOBOPUT
KOPOTKUMH (hpazamMu, HO BOITPOCHI OTBEYAET OJHOCIOXHO, O0palieH-
HYIO peub MOHMMAET, Ha OCMOTP pearupyeT crokoiiHo. M3 aHamHe-
32 U3BECTHO, YTO PeOEHOK POIUJICS B TOHOILIEHHOM CPOKE C BECOM
2750 r, mmuHoI 47 cM, ¢ OIIEHKOM TT0 TKasre Anrap 6/7 6aju1oB, paH-
Hee pa3BUTHUE ¢ HEOOJIBIIONM 3a1ePXKKOI (IEPXKUT TOJIOBY C 3 MECSIIEB,
CUIUT ¢ 8 MecsilieB, XoaUT 6e3 moaaepxkku ¢ 18 Mmecsiien). JlaHHbBIX

78



TecTOBblEe BOMPOCHI

0 TeYyeHUM OEpeMEHHOCTU M O HaCJeACTBEHHOCTM HeT. Jlalite Baiie
3aKJII0OYEHUE O COCTOSIHUU 310POBbSI peOCHKA.

6. Ha mpmem reHeTmka obOpaTmiach HaldeHTKa 29 JeT ¢ 3Iu-
nenicueid. IlepBble mpucTyn BO3HUK B Bo3pacTte 15 jeT Ha ¢hoHe BBICO-
KOl TeMIlepaTyphbl, yepes 2 HeleJIU TPUCTYTT MOBTOPUIICS ITPU MOJTHOM
BBI3MOPOBICHNH, OblIa TOCTIMTAIM3UPOBAaHA, TOCIEe OOCIeTOBAHUS
MOCTaBJIeH AUAarHo3 smnuiencus. B HacTosiliee BpeMsl JOCTUTHYTA
MeIMKaMEHTO3HasI peMUCCHs, B TeUeHUe 4 JIeT IMIPUCTYTIOB He OBIIO.
[Tpunumaet 500 mr «/Iemakun XpoHo» 2 pa3a B cyTku. Kakue peko-
MEHIAIMM HEOOXOMMMO NaTh MAaIlMeHTKe MJIsT CHIDKEHUST pUCKa pas-
Butust BIIP y niona B TeueHne 6epeMeHHOCTU?

7. CocTaBbTe MUHU-IJIOCCAPUIA 3 CIICAYIOIINX TEPMUHOB: MUKPO-
reHusi, aHsuedanus, MOMUIAKTWINS, TacTPOIIU3UC, omdaoleie,
KPUIITOPXU3M, MUKPOTHUS, TUITOCTIAAUs, TUIIEPTEJIOPU3M, SIMKAHT,
KoJioboMa, nracrema.

TecToBbl€ BOMPOCHI

1. IlonGepure TepMuH A cienyomero onpeaenenus: «Mopdoo-
rudeckuii aedeKT oprana, 4acTu TeJia B pe3yJibTaTe HApylIeHHUs Mpolec-
€a pa3BUTHUSA MO/ JAeiCTBUEM BHYTPEHHUX NMPUYUH».

1. Manbhopmarusi.
2. JIuzpynius.

3. edopmanms.

4. Nucruia3msl.

2. IlonGepute HanbGoJiee TOYHDII TEPMUH i CJEAYIOMIEr0 Onpeae-
gennsi: «Mopdoaoruueckuii ged)eKT TKaHH B pe3yjbTaTe HApyIIEHHIA
TKaHeBOro Mopgorenes3a».

1. Manbhopmarusi.
2. JIuzpynius.
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3. lebopmanimsi.
4. Iucrnasus.

3. BIIP yame Bcero ¢hopMupyIoOTCS HA CJIeAYIONIEM ITalNe OHTOreHe3a:
1. DMOpUOHAIBHOM.
2. [lnogHoM.
3. IlocTHaTaabHOM.
4. TlpeuMIIaHTaLIMOHHOM.

4. Kakas yacTh Tes1a HauboJiee nngopMaTuBHO B oTHOMIEHUH MAP?
1. Kucrs.
2. Crorma.
3. Tynosuiie.
4. Jluuo.

5. Komiiekc n3MeHeHHii B BUe KOCOJANOCTH HIDKHIUX KOHEYHoCTei
1 HApYIIeHus1 (PYHKIMH OPTAHOB MAJIOTO Ta3a y pedeHKa CO CIIMHHOMO3-
TOBOIi IPbIKEIi CJIelyeT paCleHUTb, KaK:
1. Accoumauuro.
2. Cungpowm.
3. CexkBeHLMIO (IOCIEA0OBATEILHOCTD VI CICACTBHE).
4. MaJjbie aHOMaJIUU pa3BUTUS.

6. Haubousee yacToii npuunHoii BpOKAEHHBIX JAe(opManmii IBJIAIOTCS:
1. MexaHnvyeckue MpuInHBbL.
2. BpoxneHHbIe TTOPOKU Pa3BUTHSI.
3. OyHKIMOHATBHbBIE HAPYIIIEHUS.
4. XpoMOCOMHbBIC aHOMAJTU.

7. Ilpn Bo3aeiicTBMM TepaToreHa B KAKOM CPOKe OepeMeHHOCTH HaM-
0oaee BepoaTHo ¢opmuposanue BIIP y mioaa:
1. IlepBble 2 HeaeaU TOCe OIUIOAOTBOPEHUSI.
2. 3—8 Henmenst pa3BUTHUS SMOpUOHA.
3. 10—12 Henenb OepeMEHHOCTH.
4. ITocnae 20 Hegeabp OepeMEHHOCTH.
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8. CaencrBuem Kakoii ungeKuum apisercs pa3surus cuuapoma I'pe-
ray mioga?
1. BerpsiHast ocnia.
2. Kpacnyxa.
3. KoponaBupycHast ”H(EKLIMS.
4. Tokcoruiaamos.

9. CumnTomMoM Kakoii heTonaTuu yaiie BCero siBsieTCsl MAKPOCOMMSI?
1. LlnToMerajoBUPYyCHOIA.
2. IlnabeTnyecKoid.
3. BanbnpoeBoii.
4. AJIKOTOJIbHOMA.

10. Kakoii BUTAMHH B 00JIBIIKX 032X SABJISIETCS TEPATOreHOM?
1. ®onmeBast KMUCIOTA.
2. Tokopepo.
3. AneTtuicaauiuiaoBasi KUCIOTA.
4. PeTrHoOI.
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NMNArHOCTUMKA U nevyeHmne
HOCNEeOCTBEHHbIX HONE3HEN

MeToabl UCCIefOBAHUA B reHETUKe

OCHOBHBIE METObI, KOTOPbIE WCIOJb3YIOTCS ISl AUarHOCTUKU
HacCJIeICTBEHHBIX 3a00JIEBaHMIA:
1) cObop aHaMHe3a U COCTaBJeHUEe PONOCIOBHbBIX, KIMHUYECKASs
IarHOCTHUKA;
2) OMOXMMUYECKIE METOIBI TMATHOCTUKH,
3) ananu3 xpoMmocoM (aHanu3 kapuoruna, XMA, FISH);
4) nouck mytanuii B reHax (MPLA, I1LIP, cekBeHupoBaHue).
IIpu ocMoTpe malieHTa B TEHETUKE UCTIONB3YETCS CUHOPOMOA02U-
yeckuii anaiuz (CA). CA — 370 000OILIEHHbIN aHaIu3 BeexX HeHOTU-
MMMYECKUX TPU3HAKOB C IIEJIbI0 BBISIBICHUST CAMOCTOSITEIBHON HO30-
Jlornyeckoit equHUIBI [99]. s obaeryeHust Bepudukalmu 1marHosa
Bpay-TeHETUK B CBOEH pabOTe HEPEIKO MCITOIb3yeT PA3TUIHbIC 0a3bI
JMAHHBIX 1 KOMITBIOTEPHBIE JUATHOCTUYECKIE TIPOrpaMMBI, HATTpUMep
6azy OMIM (Online Mendelian Inheritance in Man — onjaiiH-0a-
3a 3a00JIeBaHUI ¢ MEHIeJIEBCKMM TUIIOM HAcJIeJ0BaHUs y YyesioBeKa,
omim.org) wim npuwioxenue FaceToGene. g yHupukauuu tep-
MUWHOB B 0003HaUYeHUM OBbLIM pa3pabOTaHbl CTAHIAPTHI TEPMUHOJIO-
rmy, oobeIMHEHHBIe B MexmyHapogHoM pecypce HPO — Human
Phenotype Ontology (OHToJ0TMSI (DeHOTHIA YeIOBEKa).
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OnHoil M3 OCOOEHHOCTEN HACIEeNCTBEHHBIX 3a00JeBaHUI SIBIISI-
eTcsl CeMEMHBINA XapakKTep. AHaINU3 POJOCIOBHON MO3BOJISIET BhIIE-
JINTh CHIOPAIUYECKUE U CeMEHBIe Clydau 3a00JIeBaHUs W IIOMOTaeT
OIpeNIeJINTh TUIT HacJienoBaHus 3aboneBanust [99]. CuMBOJIBI pogoc-
JIOBHBIX TIpecTaBieHbl B Tipuil. 2. [IpuMep pomocioBHON TOKa3aH
Ha puc. 4.1.

M xowX , ©X

7

SOB O eI OEE

Puc. 4. Mpumep pogocnoBHoM'

[Ipu cocTaBieHUN POMXOCTOBHON BaxKHO COOJIOIATH CICTYIOIINE
MpaBua:

1) cocTaBieHre pPOOOCIOBHOI HAYMHAIOT C IIpoOaHma: OpaThbs,
CeCTphI pacrojiaraloTcs B MOPSIAKE POKIASHUS ClieBa HAIlpaBo,
HauyMHAas CO CTapIIeTo;

2) Bce WeHbl pOJAOCIOBHOM pacIoiaraloTcsl CTpOro mo MmokKoJe-
HUSIM B OIIUH PSIIT;

3) mokoJjeHus 0003HaYaIOTCsI pPUMCKUMU LIM(PpaMu clieBa OT Po-
TIOCJIOBHO CBEpXY BHU3,;

4) apabckumu 1M paMu HymMepyeTcsl cieBa HarpaBo (B OAUH
pS) TOTOMCTBO OJHOTO ITOKOJIEHU,

5) My>KUMHBI U300paxkaloTcsl B BMIE KBaapaTOB, >KCHILMWHbI
B BUE OKpYKHOCTEM [31].

buoxumuuyeckue mnokasaTteJu MpPU HACICACTBEHHBIX OOJE3HSIX
MOKHO pa3IeNTh Ha METa0OJUTHI, (PEPMEHTHI, IIPOYME OCTTKU, HE SIB-
Jgromuecs pepmeHTaMu [99].

' Pucynok Kynpsisuesoii E. B.
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B nocnenHue roanl MOSIBIIIMCH BRICOKOIIPON3BOIUTEIbHBIE TEXHO-
JIOTUH, TIO3BOJISIIOIIIME B OTHOM aHaJIU3€e OINPeAeIUTh MapKephl OTHO-
BpeMeHHO MHOXecTBa 3a0oneBanuii [ 100]. OqHa u3 HUX — maundemHas
macc-cnekmpomempus (TMC). DTo MeTo, TTO3BOJISIIOLIEH ¢ OOJIBILION
TOYHOCTBIO B MUKPOKOIMIECTBAX OMOMaTepHasia OIpeae T KOHIICH -
Tpalluy COTEH Pa3IUYHBIX COeAMHEHUI, MPU 3TOM BO3MOXKHO OJIHO-
BpPEMEHHOE IIPOBeIeHME OOJIBIIOro KojudecTBa ucciaegopanuii [100].
TMC LMUPOKO UCIOb3YyeTCs MPU MPOBEISHUN HEOHATAIbHOTO CKPU-
HUHTA.

Jns KOIMYeCTBEHHOTO aHaiu3a MEeTabOJUTOB TakKXKe UCMOJIb3Y-
IOTCSI TaKME METOMBI, KaK razoBasi Xxpomarorpadusi 1 BeICOKOI(PPek-
TUBHAsl XUAKOCTHasi xpomartorpacdust [99]. lazoeas xpomamoepa-
dus (I’X) — pazmeneHue cMeceil MeXny MOABMXKHOI (ra3-HOCUTEIIb)
U HeMoJABUXHOU (azamu xpoMatorpaduieckoit KojaoHku. OrpaHu-
YeHHEeM TTPUMEHEHUSI 3TOTO METOA SIBJISIETCSI TEPMOHEYCTOMYMBOCTD
coeauHeHuit. C MOMOIIBIO 3TOrO METO/AA BBISIBJSIOT OpraHUYecKue
alMIypyH, TIEPOKCUCOMHBIC OOJIE3HU, MUTOXOHIPHUAIbHBIC OOJIE3HU,
00JIe3HU X0JIECTEPUHOBOTO OOMEHa.

IIpu BeicOKO3((EeKTUBHOM XKMIKOCTHOM XpomaTorpacdun (BOXKX)
MOJIBWXKHOM (ha30ii 31ech IBIIIeTCS XKUIKOCTh. BAKX — Kitaccudeckuii
METOJ IUATHOCTHMKU aMuHoanuaomnatuii. Kpome Toro, meron acdex-
TUBEH /IS BBISIBICHUsI HApYILIeHUsI OOMeHa YIJIeBOAOB, S9HAOKPHUHOMA-
TUM, HAPYIIEHUI 1IMKJIa MOUYEBUHBI U TIP.

bosee monHy uHGboOpMaIMIO O coAaepXKalluxcsi MeTadoauTax
B OMOJIOTMUECKUX XKHUIKOCTIX (CKOJbKO KOMITOHEHTOB COCTaBIISICT
OMOJIOTUYECKYIO KUIKOCTb, KAYeCTBEHHbIC XapaKTePUCTUKU ITUX
KOMITOHEHTOB M KaKOBO COIepKaHWe KaXKIOTO KOMITOHEHTa CMECH)
JaeT npubop, OCHOBAaHHBIN HA KOMOWHALIMY Ta30BOI XxpoMaTorpaduu
wim BOXKX ¢ macc-crekTpoMeTpu4ecKuM AETEKTOPOM (XpOMaTo-
Macc-criektpomeTpus) [31].

Jis ompeneneHuss aKTMBHOCTU (PEPMEHTOB MPUMEHSIOT (hJIi00-
puUMeTpuYecKre, CIeKTPOo(hOTOMETPUIECKHIE U MACC-CIIEKTPOMETPU-
yeckue MeTofbl. g aHamm3a IpoYnx OEJIKOB MCITOIb3yeTCS UMMY-
HO(EepMEeHTHBIN aHaIN3, a TAKXKE METOJBI MacCc-CIIeKTpoMeTpuu [99].
M3MmepeHne aKTUBHOCTU TPOAYKTOB Ae(EKTHOTO TeHa TPOBOIUTCS
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B KJIETOUHBIX KYJbTypax, MO3TOMY MaTepuaaoM Jis MCCJeIOBaHMS
SIBJISTIOTCSI TUMOLIUTHI TTepUdepUuIecKoil KpOBU, SPUTPOLIUTHI, KYJIb-
Typa KOXHBIX (rOP0OIaCTOB, MBIIIIEUHBIC OMONTaThI 1 T. A. Hanbonee
4acTo OMpEAe/IsiioT aKTUBHOCTD (PEPMEHTOB C UCIOJb30BaHUEM €CTe-
CTBEHHbIX WJIM UCKYCCTBEHHbBIX CYOCTPATOB, KOTOPbIE 3TU (DEPMEHTHI
B HOpMe MeTabonu3upyloT. Kak mpaBuio, cyocTpar UMEET XpOMO-
TeHHYI0, (DIIOOPOTEHHYIO WM PaadOaKTUBHYIO METKY U B cCiydae,
ec/ii (PepMEHT C HOPMAaJIbHOI aKTUBHOCTBIO PACIICILISET €ro, UCXOI
peakiiMy perucTpupyercs crneuraibHbIMU MeTogaMu. CrieKTpodoTo-
MeTpudecKue 1 hJyopoMeTpuIecKre METOIbI UCITOIb3YIOT B IMarHO-
CTHUKE JIM30COMHBIX 00JIe3HEW HaKOIIeHUs, 1e(heKTOB IbIXaTeJbHOMU
LHenu MUTOXOHApUii. PannoakTMBHO-MeueHble CyOCTpaThl MPUMEHSI-
I0TCSI B IMAarHOCTUKE OPTaHWYECKUX allUAypuid, HapyllIeHus oOMeHa
YIJIEBOAOB, INIMKONPOTENIOB [31].

MeTonbl aHaIM3a XPOMOCOM ITOIPOOHO OIMUcaHbl B pa3aene «lu-
TOT€HETHUKA».

s morcKa KOHKPETHBIX MyTallMii OTAEJIbHbIX TEHOB Yallle BCero
ucnonab3ytorcst Mmetonsl [TIP u MLPA. Iloaumepasnuas uyennas peak-
yus (II1[P) — »to naboparopusblii MeTon KonupoBaHus JJHK, ¢ momo-
11IbI0 KOTOPOTO CO3[AETCSI MHOXECTBO KOMUI OMpeneIeHHOro yJyacT-
ka IHK. MLPA — 5T0 MyJIbTUIUIEKCHAs JIUTa3Hasl LEIMHAasT peaKius
(multiplex ligation-dependent probe amplification). DTo OBICTpBIA
BeicokocnennuaHbiii Meton. I[P 1 MLPA MoryT ucrmojb3oBaThCs
JIJIS1 TIOUCKA TOYKOBBIX OAHOHYKJICOTUIHBIX 3aMEH WM aHaIu3a aese-
LMA U OyIUIMKALUA B TeHAX.

MoOIIHBII TTPOPHIB B T€HETHUKE ObLT COBEPIIEH MOCJe BHEAPEHMUS
TEXHOJIOTUU CEKBEHUPOBAHUSI TEHOB. TexHonoeus ceKxeeHupoeaHus
MOXeT omnpenesiTh nopsinok Hykjaeotuaos B JJHK [10]. B otiuuue
ot MPLA u IILIP, meTron ceKBeHMpPOBaHMSsI II03BOJISIET UCCIEAOBATh
BCIO KOIMPYIOLIYIO MOCIeI0BaTeIbHOCTh TeHa, TO €CTh OMpeaeIuTh
B HEM JiIoOble MyTallMU, a HE TOJIbKO MPOaHAJIM3MPOBAaTh KOHKPETHbIE
U3BECTHBIC TOUKH.

DTa TeXHOJIOTHSI 3HAYMTEIbHO YINPOCTUJIA JUATHOCTUKY T'€HETU-
YeCKU-TeTePOTreHHBIX COCTOSIHUI, 3a00JIeBaHU I C OOIIMMU KIMHUYE-
CKMMU TIPOSIBJICHUSIMU, A TAKXKe peAKUX 00Je3He.
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OWArHOCTMKA 1 NevyeHmne HOCNeaCTBEHHbIX 60n1e3Hemn

B HacTosiee BpeMs ¢ momoibio Meroga NGS (cekBeHHMpOBaHUE
HOBOTO TOKOJICHMST) MOXXHO MTPOBECTU pa3IMUHbIe 10 00beMy HCClie-
TIOBAHUST:

1) cekBeHMpOBaHUE KOHKPETHOIO TeHa;

2) maHeJb TeHOB — HEKOTOpBbIM HAabOp IeHOB, aCCOLIMUPOBAH-
HBIX C 3200JIeBaHUSIMU CO CXOIHBIM (DEHOTUIIOM (HANIpUMeD,
npeajaratoTcs naHeau «HacnencrBeHHbIe SMTUIETICUN», «3a-
GoJieBaHUST COeAMHNUTELHOM TKaHW», «HaciencTBeHHBIE 3a-
OoneBaHMs cepanar, «HacnencTBeHHBIN pak» U Ap.);

3) ceKBeHHpPOBaHME BK30Ma — aHAJIU3 BCEX KOAUPYIOLIUX IO-
CJIeI0BaTEeILHOCTEN (9K30HOB) BCEX OIMMCAHHBIX T€HOB;

4) moyJiHOE CeKBEHUPOBaHME T'eHOMa — aHalu3 KaK KOIUPYHO-
mux obyacTell (3K30HOB), TaK M HEKOOUPYIOMIUX (MHTPO-
HOB), a TAKXKe aHAJIU3 MUTOXOHAPUAIBLHOTO FreHOMa.

OcobeHHocThIO MeTona cekBeHupoBaHus (NGS) sBisieTcs To, 4To
Mbl HE 3HaeM 3apaHee, KaKue MyTalluh U B KaKUX reHax OyayT Bbl-
sIBJIEHBIL. M3-3a aHaimm3a 00JIbIIOro KOJUYeCTBa IeHOB OYAET IOJIyYeH
KoJIOCCaIbHBIN 00beM MHGbOPMAILIMK, 17151 TIPaBUJIBHON MHTEpIIpeTa-
LIMM KOTOpOW TpebyeTcsl crienMalibHast OuonHbopMaTtuueckas: obpa-
6oTka [61].

MoryT OBITH BBISIBIIEHBI KaKMe-TO TeHETUYECKME BApUAHTHI C HEY-
TOYHEHHbBIM KJIMHWYECKUM 3HAYEHUEM, JJISI YTOUYHEHUS] 3HAUMMOCTHU
KOTOPBIX TPEeOYETCS MOTTOTHUTEIbHOE 00CIeIOBaHNE 1 MEIUKO-TeHE-
TUYecKoe KOHCyabTupoBanue [40].

Haxe ecny TIpy TIPOBENCHUN CEKBEHUPOBAHUS HE BBISIBJICHO T1a-
TOT€HHBIX MyTallii, HEBO3MOKHO MOJHOCTbIO UCKIIOUUTh FT€HETUYE-
CKy10 mpupoy 3abojieBaHus y mpobaHaa, Tak Kak:

1) B reHe MOXeT ObITh MyTalLlUsl, He AETEKTUpYyeMasi TaHHbIM Me-
TONIOM;

2) MyTalusi MOXKET JIOKAJIM30BaThCs B APYTOM I'eHEe, CEKBEHUPO-
BaHME KOTOPOTO He TIPOBOAMIOCH;

3) MyTalusi, OTBETCTBEHHAs 3a 3a00JieBaHUE, HA CETOMHSIIITHUI
JIeHb He U3y4eHa U He OITcaHa, KaK rmaroreHHas [99].

Hwu oauH MeTon uccienoBaHUsI He MO3BOJISIET MOJHOCTHIO UCKITIO-
YUTb HACJIEACTBEHHBIN XapaKTep MaTOJOTHH.
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Mogxonbl K TepAnUUHACTEOCTBEHHbIX 30601eBAHMN

NMoaxopabl K Tepanuu
HacNneacTBEeHHbIX 30601eBAaHUN

[ombITKM JTeueHWsT OONBHBIX C HACJCICTBEHHOM TaTOJIOTHEH
MpeANPUHUMAINUCH BCErna, HeCMOTPsSl Ha CYIIECTBOBaHUE OIIMO0Y-
HOI Teopum 00 aOCONIOTHON HEMBIEYMMOCTH ITHX 3a0O0JIeBaHUMA
1 BBIPOXKIEHUSI CEMEi ¢ HaclaeACTBEHHbIMU OoJie3HsiMu. braromaps
CYIIIECTBEHHOMY TIPOTPECCY TEOPETUIECKON M MPAKTUIECKON MeIm-
LIMHBI, a TAKKE BCEX Pa3le/IOB FTeHETUKM MHOTHE HAaCeNCTBEHHbIE 3a-
GoJieBaHMS YCITCIITHO JIEYaTCsI.

IIpu neyeHuuM HacieACTBEHHBIX 3a00JeBaHUI M OOJIe3HEN ¢ Ha-
CJIeICTBEHHO MPeIpacIIooXXeHHOCTHIO UCTIONB3YIOTCS T K€ TIOIX0-
JIbI, YTO U TIpU 3a00JIeBaHUSX JIFOOOU IPyroi 3TUOJOrUN (CUMITOMA-
TUYECKHUE, ITaTOTeHEeTUIeCKUe U aThojiorndeckue) [30].

CumMmnToMaTUYECKOE NleYeHue

B Hacrosiee BpeMsi CHUMIITOMaTUYECKOE JIeueHUe 151 OOJIbIINH-
CTBa HACJIEACTBEHHBIX (hOPM SIBIISIETCS] €AMHCTBEHHBIM BO3MOXKXHBIM.
KrnaccnuyeckuM mpuMepoM TaKOTro BHUIIA JICUESHUS SIBJISTIOTCS HEKOTO-
pble METOIBI JIeUeHNST MYKOBUCLIMAO3a. [1py HAIM4Inuy CUMIITOMATH-
KW CO CTOPOHBI MOIKETYIOYHON XeJle3bl Ha3HavyaloTCsl (DepMEHTHBIE
npenaparbl, Ipu U3MEHEHUU (DyHKLIMU TEYEHU — TenaTornpoTEKTO-
pul. Hapyiienust nbixaTeabHoi hyHKIIMK Hanbosiee CI0XKHO MOAIaI0T-
¢S KOppeKuu. [Jist 3Toro mpuMeHSIIOTCsI OpOHXOCIIa3MOJIUTUUECKIE
U MYKOJUTUYECKUE TipernapaThl. 11 60pbObl ¢ MHPEKIIMOHHBIMU OC-
JIOXKHEHUSIMU UCTIOTh3YETCS IIMPOKUI CIIEKTP MPOTUBOBOCTIATUTETb-
HO1 Tepanuu. [1pu JedyeHM MyKOBUCLIMA03a ITUPOKO MTPUMEHSIIOTCS
(pu3MoOTEpanIeBTUYECKUE IPOLIEAYPhI, MACCAXK, MHTAISILINHY, JIeueOHas
ruMHacTiKa. HeobXxomuMo IOMYEepKHYThb, YTO CUMIITOMaTHYecKasi
Teparus OyIeT UCIIOIb30BaThCs U B JabHEHUIIIEM, HapsIIy C CAMBIMU
COBPEMEHHBIMU METOAAMHU IMAaTOTeHETUUYECKOrO0 U 3TUOJOTMYECKOTO
JICYEHUSI.
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OWArHOCTMKA 1 NevyeHmne HOCNeaCTBEHHbIX 60n1e3Hemn

Xupypruyeckoe JeYeHUE TakKe MOXHO OTHECTM K CHUMIITOMa-
TUYECKOMY. DTOT BUJ JIEUCHUS] 3aHUMAaeT CYIIECTBEHHOE MECTO
B MOMOIIM OOJIbHBIM C HAcleACTBEHHOW MaToJOruei, B YaCTHOCTH
C BPOXIEHHBIMU aHOMAJIUSIMU Pa3BUTHUSI. 3a4acTyl0 HEOOXOIUMOCTb
B XUPYPIUUECKOU KOPPEKLIMU BO3HMKAET HEMOCPEICTBEHHO Cpasy
rnocje poxaeHus pedbeHkKa (CTeHO3bl U aTpe3uu MUILeBOJA, aTpe3uu
anyca u 1p.) [30].

Hexoropble MNalMeHTHl C HACASACTBEHHBIMM 3a00JIeBaHUSMU
HYXIaI0TCSl B TIOCTOSIHHOM YXO/ie€ Y HaOJIONeHUU MEeIULIMHCKUX pa-
00THUKOB. BaxkHO, 4TOOBI ITpW 3TOM ObLIa OKa3aHa IMCUX0JIOTHUYECKast
MOJIePKKa 3M0POBbIM POJCTBEHHUKAM.

Pabota ¢ poncTBeHHMKamMu W oOOydyeHHE HUX HaBbIKaM yXoja
3a 0OJIbHBIM B MaJUIMATUBHOM COCTOSIHUM — 3TO BaXKHEMIlasl 4acTb
yXO0J1a 3a TIallMeHTaMu C HacliencTBeHHOI natosorueii [60]. B Ceepa-
JoBckoit obmactn Ha 6aze OAKB Ne 1 ¢pyHKIMoHMpPYET 061acTHOM
LIEHTP Na/UIMaTUBHOM MOMOIIU AeTSIM «JleTcKuii xocmnuc», B 3agayun
KOTOPOTO BXOJIUT:

1) BbIsIBIIEHUE MAILIMEHTOB C XPOHUYECKUMU HEU3JICUMMBIMU TTPO-
TpecCUpyOLIMMU 3a00J1€EBAHUSIMU UM COCTOSTHUSIMU, HY>K/Ia-
IOIIMXCS B OKa3aHUU NaJIMaTUBHON MEIUIIMHCKOM MTOMOIIIN;

2) obecrieueHre IPEEMCTBEHHOCTH B OKa3aHUU IIEPBUYHON
U CeUMaJIu3upOBaHHON MaJJIMaTUBHON MEIMLIMHCKON TO-
MOIIIM JIE€TSIM B aMOYJIaTOPHBIX U CTAllMOHAPHBIX YCIIOBUSIX;

3) okazaHHUe KOMILJIEKCHOM MOMOIILM, BKJIOUarOIIel MEIULIMH-
CKH€ BMEIaTeJIbCTBA, MCUXOJIOTUUECKUE U COLMAIbHbIE Me-
POIPUSITUSL U YXOJ, OCYILIECTBISIEMbIe B LEISX YIy4YILIEHUS
KauyecTBa XM3HU U HallpaBJeHHbIE Ha o0sieryeHue 00u, Ipy-
TUX TSDKEJIBIX TTPOSIBIICHU 3a00IeBaHUS;

4) KOHCYJIbTUPOBAaHWE POAUTENEN UM 3aKOHHBIX MPEICTaBUTE-
JIeil, UHBIX POJACTBEHHMKOB NETei, HYKIAIOIIUXCS B TaJlIv-
ATUBHOW MEAUIIMHCKOM MOMOIIU, U 0OyuyeHre UX HaBbIKaM
yX0/1a 32 TSKeJI000JIbHBIMU AETHMU;

5) npenocTaBaeHUE MEAUILIMHCKUX U3IEIUI, MpenHa3HaYeHHbIX
IS moaaepXaHusl (DYHKIIMI OpraHoB M CUCTEM OpraHu3ma
YyesIoBeKa.
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NMNaToreHeTu4yeckoe neyeHme

Bbnaromapst 3HaHUSIM MOJEKYJISIPHOI 1 OMOXUMHUIECKOU TeHETUKH
MOSIBJISIIOTCS HOBbIE BO3MOXKHOCTH M3Y4YEHMs IaToreHe3a KaxkIoro
3a00J1eBaHMsI, 2 COOTBETCTBEHHO M Pa3pa0OTKM HOBBIX METOIOB I1a-
TOreHeTH4YeCcKoi Tepanuu. IIpy matoreHeTMYeCKUX IOAX0OHax K Jie-
YEeHUIO HACJAEACTBEHHOM MaTOJIOIMU UCXOIST U3 TOTO, UTO Y OOJIBHBIX
160 obpasyeTcst aHOMaJIbHBI 0eJ10K ((pepMeHT), MO0 HOPMaTbHOTO
Oejka BeIpa0AThIBACTCSI HENOCTATOUHO. 3a 3TUM CJeAYyeT M3MEHEHUE
LIETIM TIpeBpalleHus cyocTpara WK ero npoaykra. Jleuenue 6oye3Hn
MOXKHO MIPOBOIUTD Ha pa3IMYHBIX 3Tarax pa3BUTHUS MAaTOJIOTMIECKO-
ro mnpotecca. Boigenasior hepMeHT-3aMeCTUTEIbHYI0 U (DEpMEHT-MH-
IYLIAPYIONIYIO Tepaluio (CTadmau3anus OeIKOB IMPU UX B3aUMOACH-
CTBUU C OMNpeIe/eHHBIMU BEIIECTBAMMU).

B uemoMm maToreHeTM4ecKue MOAXOIbI K JIEYEHUIO HACIIEACTBEH-
HOI1 ITaTOJIOTUM MOXKHO IPEACTABUTD CJICIYIOLINM 00pa3oM:

1) ectu reH He paboTaer, TO HEOOXOOUMO BO3MECTUTH €ro
MPONYKT;

2) eclIu IreH IMPOU3BOIUT TO, YTO HY>KHO, M 00pa3yloTCs TOKCUYIE-
CKMe MPOIYKThI, TO HEOOXOIMMO yIaJieHhe TaKUX ITPOAYKTOB
¥ BO3MEIIeHUEe OCHOBHOM (PYHKIIVMN;

3) eciu reH IMPOU3BOAMT MHOTO IIPOAYKTA, TO U30BITOK IMOCTEI -
HETO yIaJIsioT.

BaxxHBIM METOIOM JIeueHMsI HaCJeACTBEHHBIX 00JIe3HEell oOMeHa
BELLIECTB SIBJISIETCSI AUETOTEePAIIMSI.

TpaHcnmaHTaLys OpraHOB M TKaHE KakK METOJ, JeUeHUs Hacle -
CTBEHHBIX 0OJIE3HE#l B HACTOSIIEe BpeMsI HaXOAUT IIMPOKOE MPUME-
HeHMe B MeIULIMHCKOM nmpakTuke [31].

K maroreHeTnyeckoii Tepanuy MOKHO OTHECTU TaKKe MCIIOIb30-
BaHME CTBOJIOBBIX KJIeTOK. CTBOJIOBBIE KJIETKM — 3TO HeauddepeH-
LMPOBaHHbIE KJIETKM, KOTOpPbIe MOTYT nuddepeHnpoBaThCI 1 00-
pa3oBaTh ONpeAeeHHbII TUIT KJIeTOK. VCIlojib30BaHME CTBOJIOBBIX
KJIETOK HampaBJIeHO Ha CO3[JaHue CIIeUMaIM3UPOBAHHBIX OPraHOB
13 JII000# KJIETKH, TM0O0 Ha pereHepalyio TKaHel 1 BOCCTAHOBJICHUE
nx pynkuwmii [10].
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OTUONOrM4ecKoe nevyeHue

DTOT BUJ JedyeHus: Haubojee TMepCreKTUBEH, T.K. IMOJHOCTbIO
yCTpaHseT MPUUMHY 3a00JIeBaHUsI, 3 COOTBETCTBEHHO U MOJHOCTBIO
uzneyuBaetr ero. CJOXHOCTU 3TUOJIOTUYECKOIO JIeYeHUs Hacjel-
CTBEHHBIX 0OJIe3HE OYEBMIHBI, XOTsI YK€ UMEIOTCSI ompee/eHHbIe
BO3MOKHOCTHU JIJI51 X PELLIEHUSI.

B HacTosiliee BpeMsi JieueHUe HacJAeACTBEHHbIX OOJie3HEel mpe-
CTaBJISIET COOOW OYeHb CJIOXHYIO 3amady. K coxaneHulo, aajieko
He Bceraa ynaeTcst Jo0UThest xopoliero a¢gdexkra. Ho ciaenyer orme-
TUTb, YTO 32 MOCJIeIHEE NEeCATUIIETUE ONpee/IeHHbII TTPOTrpece B Jie-
YEeHUU HaCJeACTBEHHOW MAaTOJOTUM JOCTUTHYT. DTO HAXOAUT CBOE
OTpaXeHWe B YBEJMYEHUM MPOAOIKUTETbHOCTU XU3HU OOJbHBIX,
B YJAYYIIEHUN PENPOIYKTUBHOI CIIOCOOHOCTH, B HOpMaJIU3allUU CO-
MaTUYEeCKOTO pa3BUTHsI MPU HEKOTOPbIX 3aboeBaHusix. [IpoBonrumoe
JIeueHue MPU HEKOTOPbIX 3abojieBaHUSIX (Hampumep, (EeHUIKETO-
HYpUHU) TO3BOJISIET JAETSIM TOJy4YaTh 00pa3oBaHUE, a B JajIbHENIIEM
U paboTy, T.€. 00JIbHbIE CTAHOBSATCSI MOJHOCTBIO COLIMAbHO aJamnTu-
poBaHHBIMU [31].

B TexHoJIOrusIX reHHOI Tepanuu B KJIETKAX «BCTaBJISIIOT» TeHETU-
yeckuit Marepuall, YToObl UCITPABUTh MYTallMIO, TPUBOISIIYIO K TI'e-
HeTUYeCcKoMYy 3a00JieBaHUI0. YUeHble pa3paboTaiu MHHOBAlIMOHHbIE
MOJIEKYJISIPHbIE MHCTPYMEHTbI (MHXKEHEPHbIE HYKJI€a3bl), KOTOpbIE
pa3pesarot JJHK B cnenmduyeckoM ydyacTke U MO3BOJISIET BHEIPUTD
HoBbIN (pparmeHT JIHK B onpeneneHHOe MeCTO, UTOOBI 3aMEHUTH MY-
Talrio Ha HopMaJibHY1O0 TtocenoBaTenbHOCTh JIHK [10]. B 6onbiimH-
CTBE CJlyuyaeB B TEHHOM Teparnnu NCIOJIb3yIOT BEKTOP (areHT, KOTOPbIi
JlocTaBJisieT MpaBuibHbIN (parmeHT JIHK B HeoOxoaumoe MecTo) 11st
repeHoca NCIpaBIeHHOro reHa B KJeTKy-MullieHb. CambiMu 2 dek-
TUBHBIMU BEKTOPAMMU SIBJISTIOTCSI BUPYChI — OHU IOCTATOYHO YCTOMUM-
BBI 1 CITOCOOHBI BCTpanBaThCs B TeHoM xo3simHa [ 10]. Ha cerommsii-
HUIi 1eHb HabI0AaeTCsl Mporpecc B TeHHOM Tepanuu remoduauu B,
HacJ1eICTBeHHOM TUCTpOUM CEeTUaTKU U paKa.

[IprMepoM reHoTepaneBTUYECKOro TMperapara siBJISISTCS OHaceM-
HOTeH abemnapBoBeK («30JTeHCMa»), UCIOJB3YIOIUIUIACS B Teparuu
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cnuHajabHOU MblneyHolt atpoduu (CMA). Ilpenapar mpeacraBisieT
co00ii (pyHKIIMOHAIBbHYIO Konuio reHa SMN 1, qocTaBisieMyIo B KJIeT-
KM C TIOMOIIIbIO aJeHOACCOLMUPOBAHHOTO BUpYyca cepotumna 9 (AAVY).
[Ipemapar BBOAWUTCS OMHOKPATHO 4Yepe3 BHYTPUBEHHYIO MHQY3UIO.
D¢ GeKTUBHOCT, M 0E€30IIaCHOCThL IIpernapara ObLIM IOATBEpKIe-
Hbl HAa OCHOBE Pe3yJbTaTOB HECKOJbKUX KIMHUYECKUX MCCIeI0Ba-
Huii [39, 43]. B P® npenapar «3ojreHcMa» ObUT 3apeTUCTPUPOBAH
B 2021 r. bblo mpoBeaeHO uccieaoBaHue sl OLIEHKU 0€30IacHOCTH
1 3(PDEeKTUBHOCTA OHACEMHOIeH abemapBoBeka y aeteii co CMA.
N3 10 maumeHToB co CMA, MOayYyMBIIMX MHBEKIWIO IIperapara,
7 (70 %) B TeueHUE MOJIYyTroaa MPOACMOHCTPUPOBAJIH ITOJIOXKUTEIbHYIO
IMHAMHUKY MOTOpHOTO pa3Butus [50].

PeBoIOLIMOHHON SIBJISIETCSI TEXHOJOTUSI PEJAKTUPOBAHUS TEHO-
ma. HoBefilllasi TeXHOJI0THSI BHICOKOTOYHOTO peAaKTUPOBAaHUSI TEHO-
ma Hocut HazBaHue CRISPR-Cas9 (CRISPR — xopoTkue onHOHY-
KJIEOTUAHBIE TIOBTOPBI, PErYJISIPHO PACIOJOXEHHBIMU TPYMIaMu).
B Texnonornu CRISPR-Cas9 ncnonssytot kopotkue PHK-nocneno-
BaTeJIbHOCTU, YTOObI TOUHO HaIpaBUTh HyKJIea3y K crieluduyecKoi
nocnenoBarenbHOoCcTH JJHK. ITocne Toro, kak reHOMHasT mocjeIoBa-
TEJbHOCTh pa3opBaHa, crieluduueckre GepMeHTbl MOTYT 3aMEHUTD
nocaenosarenbHocTh JJTHK B camom MecTe pa3priBa uinm psaom [10].
YKe ceromHsi OBICTPO pa3BMBAIOIIMECS TEXHOJOTUU peaaKTUpOBa-
HUS TeHOMA M3 HAyYHO-HCCIIe0BAaTEIbCKUX Ja0OpaTOpUil IepexXoasiT
B KJIMHUYECKYIO MpPakTuKy. Pa3zpaboTaHbl MPUHUMITMAIBHO HOBBIE
METOJbl M3MEHEHMSI TeHOMa YeJIOBeYeCKUX 3MOPHOHOB Ha paHHUX
cTaausix pa3Butusi. BykBajlibHO B OJIMXKallle HECKOJbKO JIET OXKU-
JaeTcsl TIOSIBJIEHUE TePCOHAJIM3UPOBAHHONW TEHOMHOW MeEAUIIMHbI
HOBOTO YpOBHSI. B 3Toi1 CBsI3U KpailHe Ba’kHO Pa3BUTHE ITUUYECKOM
1 HOpMaTUBHO-MPaBOBOM 0a3, KacaroUIMXCsl TEXHOJIOTUM TEeHOMHOTO
perakTupoBaHus [59].
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OWArHOCTMKA 1 NevyeHmne HOCNeaCTBEHHbIX 60n1e3Hemn

KoHTpO/IbHbIE 3040HUA

1. OxapakTepu3yiiTe poaOCIOBHYIO, M300paxkeHHYyI0 Ha puc. 4.1.
[IpenmnonoxuTe, KaKoil TUI HACJASAOBAHMSI M300paXKeH Ha 3TOH po-
JOCJIOBHOM.

2. Boibepure Haubosiee TOAXOMASIINIM BapuaHT WCCIEI0BaHUS
B KaXIOM CUTyallnu, OOBSICHUTE CBOI BBIOOD:

Mogosp Ha peTHoe HacneACTBeHHOE
sabo. Ans poro | USBECTHbIE ‘ Ananus kapuomna ‘
MYyTaLumM B KOHKPETHOM reHe
Xp i P P! Z
Moposy Ha xp ylo natosnioruio
aHanus
(umcnoebie aHomanum xp py

CTPYKTYpHble NepecTpoiiku)

™M T p Mannm pasenuTna y NUP nan MLPA
nauueHTa, ogHaKo cMHAp

Ko/inyecTtBa XpOMOCOM Masio BEpOATEH

MoMcK yacTbIX MyTaLuii MeTogom ‘

¢ Hapy

He uckntouaetca HacnepcTseHHoe sabonesanue,
eCTb C/ly4au aHanormyHoro 3abonesaHus B cembe,
0f,HaKO 3aN0A03PUTL KaKOI-TO KOHKPETHbI
CMHAPOM 3aTPYAHUTENbHO

NGS: aHanus naHenu reHos Uan
NosIHOe CeKBEHUpPOBaHMe 3KsoMa

‘ MonHoe CeKBeHUpoBaHMue reHoma ‘

BepOﬂTHO Hann4yue HacneaCcTBeHHOro 3a60nesaum1,
OAHaKo KapMoTtun B HOpme, Npu aHanuse naHenu
reHoB NaToreHHbIX MyTaUMﬁ He BblifiB/IEHO

3. I[logroToBBTE COOOIIEHNE O CUMITTOMATUYECKOM, ITaTOTEHETH-
YeCKOM 1 STMOTPOITHOM JiedeH MyKoBucuuao3a u CMA.

TecToBbl€ BOMNPOCHI

1. I'azoBas xpomaTtorpadusi He HCTIOJIb3YeTCS ISl TUATHOCTHKM:
1. IlepoKCHCOMHBIX OOJIE3HEIA.
2. MuTOXOHIpUATbHBIX 3a00JICBAHUIA.
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TecTOBblEe BOMPOCHI

2. XpOMOCOMHBIX 00JIE3HEN.
3. bone3Heit xoaecTepuHOBOrO OOMEHa.

2. JIns npoBeJeHNs] HEOHATAILHOTO CKPUHHHIA HCTIOJIb3YeTCS:
1. Kapuotum.
2. TMC.
3. XMA.
4. NGS.

3. IIpoaHanu3upoBaTh BCI0 KOAUPYIOUIYIO MOCJIEI0BATEIbHOCTD Ie-
HOB 03BOJISIET METO/:
1. KapnoTtum.
2. TMC.
3. XMA.
4. NGS.

4. UcclienoBanne, KOTOPOE BKIIIOYAET B Ce0 AaHAJIN3 BCEX KOAUPYIO-
[IMX NOCJIeA0BATEIbHOCTE BCeX TeHOB HA3bIBAETCS:
1. XpoMOCOMHBII A MUKPOMATPUYHBIIA aHAJIN3.
2. [TonHoe cekBeHUPOBAaHUE UHTPOHA.
3. IlonHOE CeKBEHMPOBAHME IK30Ma.
4. IonHOE cCeKBEHUPOBAHUE TeHOMA.

5. Ilpunoxenue FaceToGene MokKeT UCTO/Ib30BATHCS TPU:
1. IIpoBeaeHNM CUHAPOMOIOIrMYECKOrO aHAIM3A.
2. CocTaBjieHUM POIOCIIOBHOIA.
3. Nurepnperauuu ganHeix NGS.
4. OOILLEeHUU O cAa00CbIIIAIIMMU MalUeHTAMMU.

6. CranaapTbl TEPMHUHOJIOTHH, KOTOPYI) HEOOXOIMMO HCIOJIb30BATD
NpH ONMCAHUH (DEHOTHIIA MAIMEHTA COAEPKUT Pecypc:
1. OMIM.
2. Gere Reviews.
3. HPO.
4. ISCN.
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OWArHOCTMKA 1 NevyeHmne HOCNeaCTBEHHbIX 60n1e3Hemn

7. K KkakoMy BuJ1y Jie4eHUs] OTHOCUTCS IUEeTOTepaANMs:
1. CummiTomMaTuyeckoe.
2. ITaTorenernyeckoe.
3. OTuorpomnHasi.
4. IMTammaTuBHAs ITOMOIIb.

8. HemuddepenuupoBannbie KIeTKH, KOTOpbie MOTYT nuddepenim-
poBaThCS M 00PA30BATH ONpeEETEHHbII THI KJIETOK HOCAT HA3BAHHe:
1. bmactomepsl.
2. CTBOJIOBBIE KJIETKU.
3. DK30HBI.
4. TpaHCreHHbIE KJIETKU.

9. TexHoI0THsA BHICOKOTOYHOIO PEJAKTHPOBAHMSA T€HOMA HOCHT Ha-
3BaHue:
1. CRISPR-Cas9.
2. NGS.
3. MLPA.
4. OMIM.

10. B HacTosimee BpeMs pa3padoTaH reHoTepaneBTHYECKHid nmpena-
paT sl iedeHus:
1. Cungpoma HayHa.
2. KopoHaBupycHo# MHGMEKIINN.
3. CnuHaJIbHOM MBILLIEYHOM aTpoduu.
4. I'enHas Tepamnus B HACTOsSIIIEe BPEMsI HE UCIIOJIb3YETCsI B pe-
AJIbHOM KJIMHUYECKOM MpaKTUKe.
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[TOOPUNAKTMKA BOOXKAEHHOM
N HOCNEeOCTBEHHOM
NATONOM M

CymectByeT 3 ypoBHSI IpOGWIAKTUKY BPOXICHHOW M Hacjemd-
CTBeHHOI1 nmarojoruu (puc. 5.1).

NMEPBUYHAA
MpeKoHLenuMoHHas NoAroToBKa,
nrr
BTOPU4YHAA

MpeHaTanbHas
[MarHocTuka

TPETUYHAA
CKPUHUHT
HOBOPOMXAEHHbIX

Puc. 5.1. Ton ypoBHSA NPOPUNAKTUKA'

NMpekoHUuenuMoHHAA NOoAroTOBKA

Tlpexonyeyuonnas no0eomogxa — 3T0 KOMITIEKC MTPO(UIAKTUIECKUX,
JUATHOCTUYECKUX U JIEUeOHBIX MEPOTIPUSITUI, HAIPABIEHHBIX HA OLICH-
KY (haKTOPOB PHCKa, yCTpaHeHWE WJIN YMEHBIIIEHUE WX BIIUSTHHS, TTOITO-
TOBKY Maphl K 3a4aTUIO U POXKICHUIO 310poBoro pedeHka [102].

' Pucynok Kynpsisuesoii E. B.
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MPOPUNAKTVKA BPOXOEHHOM 1 HOCEACTBEHHOW MATONOT MK

ITpu NpeKOHLENIIMOHHOK TOATOTOBKE Oyayllle POAUTENU WH-
dopmupyroTcs o ¢akTopax pucKa, KOTOpble YBEJIUYUBAIOT PUCK
HeOJIaronpUITHOTO UCX01a 6epEMEHHOCTH U/UITH POXICHUS peOeHKa
C HacJIeACTBeHHbIMU 3a00s1eBaHeM wuiu BITP.

BospacT XeHIIMHbI — 3TO JOKa3aHHBIM HeMOAU(MUIMPYEMbIi
¢akTOp pHCcKa HEBBIHAIIVMBAHUSI OCPEMEHHOCTU U XPOMOCOMHBIX
aHoMmanuii y mona. ZKeHIIMHbI JOKHBI ObITh MH(MOPMUPOBAHBI,
YTO HAMMEHBIIUN PUCK M HAWOOJbIIME IIAHCHl OJArOMPUSITHOIO
ucxona 6epeMeHHOCTH MMeroTcs B Bo3pacte 20—35 ser. OcoGeHHO
CYIIECTBEHHO U C MaKCUMAaJIbHOW CKOPOCThIO PUCK BO3pacTaeT Ioc-
Jse 40 ner.

KypeHue nmeer oTpullaTeIbHOE BIMSIHUME HA BO3MOXHOCTb XU-
BOPOXIEHUS U JOJLKHO OBITh MPEeKpallleHO MpU TJIaHUMpOBaHUU Oe-
peMeHHOCTU (00OMMM CYTIpyraMu). YNoTpeOleHUe aJKOTroJisi — 3TO
JIOKa3aHHbII (hakTop (heTabHOTO aJIKOTOJIbHOTO CUHAPOMA, TTIOATOMY
MPU MPEKOHLIENIMOHHON MOATOTOBKE YMOTpeOJeHUEe aJKOTOJIsl Clie-
JIyeT OTPpaHUYUTh, ITPU OepeMeHHOCTU npeKpaTuthb [70].

[To mokazaHusIM MPOBOAUTCS aHAJIU3 KapyuoTuma cynpyron. [1pu
HaJIMYMU B CEMbE MOHOT€HHOM MaTOJIOTMK MPOBOIUTCS aHAJIU3 TeHa,
aCcCOLIMUPOBAHHOTO C UMEIOLLEICSI TTaTOIOTHEH AJIs ONpeaeeHUS Ha-
JINYMSI MyTallMil y CYNIPYrOB U OTpeAesieHUs] pucKa JiJist TOTOMCTBA.

M3BeCTHO, YTO reHeTUUECKUIA PUCK 3aBUCUT B 3HAUUTEJIbHON CTe-
MEeHU OT TeHeaJoTnYeCcKOro aHaMHe3a U 3THUYECKON MPUHAIIEKHO-
cti mHauBKUIyyMa [75, 83, 86, 87]. bojee BrIcoKast yacToTa poxKICHUS
JleTell C HaCJeCTBEHHBIMU C PELECCUBHBIM TUIIOM HACJENOBaHMS
MOXET HaOJI0JaThCs B MOMYJSILIUSIX, TJIe paCIPOCTPaHEH UMOPUAMHT
[17]. B To ke BpeMsl OeTU C T€HETUYECKUMM 3a00JI€BAaHUSIMU MOTYT
pOXIaThCsl U B CeMbsIX 0€3 OTSTOIIEHHOI HacleAcTBeHHOCTH. [Ipu
9TOM HU OJHO FeHEeTUYECKOe 3a00JIeBaHUE HE U30JMPOBAHO B CTPOTO
onpeaeeHHbIX nonysusx [41, 83].

ITo XenaHuIO MALIMEHTOB, IJIAHUPYIOLIEH AETOPOXICHUE, MOXET
OBbITb TTPOBEACH aHAJIM3 HA HOCUTEJILCTBO IIIMPOKOTO CIIEKTpa MyTa-
LI, aCCOMUPOBAHHBIX C HACIEACTBEHHBIMU 3a00sieBaHusIMU. Kax-
NIbIi 4eJoBeK sIBisieTcsl HocuteseM oT 3 go 10 myTtaumii, KOTopbie
MOTYT NPUBOAUTH K HACJIEICTBEHHBIM 3a00JIeBAHUSM Y MMOTOMCTBA.
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MoeKoHUEMUMOHHOA NMOArOTOBKA

Bricoxkwmit prcK ycTaHaBIMBAETCS B ClIydae, €CIM 00a Cynpyra oKa3bl-
BalOTCSI HOCUTESIMU MYTallMM B OAHOM U TOM Xe reHe [41].

Oco0eHHO BBICOK PHMCK TOTO, UTO 00a CyIpyra OKaXyTcsl HOCUTE-
JIIMU OAMHAKOBBIX MyTalllid, TIpU OJIM3KOPOACTBEHHBIX Opakax [56].
B pexomeHmamsax AMepUKaHCKOM KOJUIETUM aKyIIepOB-THHEKOJIO-
roB (ACOG) yka3bIBaeTcst, YTO MHGPOpPMALIMs O BO3MOXHOCTH IIPO-
BeIeHMS CKpUHUHTA Ha HOCUTEILCTBO HACJIEICTBEHHBIX 3a00IeBaHUI
JIOJKHA OBITh TIpeAoCTaBIeHa KaX a0l OepeMeHHOI, a B ujaeaje BCeM
napam, IJIAHUPYIOLIMM 3a4aTue [79].

CylecTBYIOT pa3IMYHble BApUAHThl CKPMHUHTA Ha HOCUTEILCTBO
HaCJIeACTBEHHBIX 3a00JIeBaHU: 0a30BbIi (aHAIU3 HaubOJIee YacThIX
MyTaUMi OJisi OTPaHUYEHHOro CIEeKTpa HacJeACTBEHHBIX 3a0o0JieBa-
HUI1), pacIIMpeHHbIN (aHAJIU3 TeHOB, AaCCOLIMUPOBAHHBIX C PELIECCUB-
HbIMU 3200JIeBaHUSIMU, HOCUTEIBCTBO MyTallMii B KOTOPBIX BCTpeya-
eTcs Gosiee, ueM y 1 % HacesneHus1), SKCIEPTHBIA (aHaIU3 BCEX TCHOB,
aCCOLIMUPOBAHHBIX C HACIEICTBEHHBIMU 3200J1eBaHUSIMU ).

ACOG, Takxe Kak Opyrue MexayHapoAHble MpodecCuOHalb-
Hble CcOOOIlleCTBa, PeKOMEHAYEeT CKPUHUHI Ha HOCUTEJILCTBO MY-
tauuit B reHe CFTR, accounnpoBaHHBIM C MYKOBUCLIUA030M (KHU-
CTO3HBIM (hUOPO30M), a TaKkKe TEeCTUPOBAHHE Ha HOCUTEIbCTBO
MyTall1ii, aCCOUMUPOBAHHBIX CO CIIMHAIILHOM MBIIIIEYHOM aTpodueit
(CMA) [73, 76].

IIpu paccmoTpeHMU BOIIpoca O IUIAHMPOBAHMU OE€peMEHHOCTHU
B mape, IJie OUH U3 CYTIPYrOB UMeeT eBpeiickoe, (hpaHKO-KaHAICKOe
WIN KaIKyHCKO€ MpoucXoxaeHue (CyOaTHMYecKass rpymra (paH-
1Y30B), CleyeT MPeMIOXUTh MPOBeJeHNEe CKPUHUHTA Ha HOCUTEb-
ctBo MmyTtauuii B reHe HEXA, acconmuupoBaHHBIX ¢ 0ojie3HbIO Tesi-
Cakca [79].

B mepeunciieHHBIX TOMYJISALMAX HOCHUTEIBCTBO ISTUX MYTaIlWit
BCTpeuaeTcsl Kak MuHUMyM B 10 pa3 uaiie, yem B npyrux [41, 83].
B otHomenun npounx 3aboneBanuiit ACOG mpemaraer BKJIIOYATh
B CKPMHMHT aHaJIU3 HA HOCUTEJbCTBO MAaTOI€HHBIX MyTalluii, KOTO-
pbie BCTpeyatorest bosee, ueM y 1 % Hacenenust (> 1:100) [7, 74, 92].

B Poccun Ha ceroaHsIIHUN AeHb 3TU aHAJIU3bl HE BXOIST B IPO-
rpaMMBbI 00513aTeJIbHOTO MeIuLMHCKOro crpaxoBanus (OMC), moryT
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MPOPUNAKTVKA BPOXOEHHOM 1 HOCEACTBEHHOW MATONOT MK

OBITH BBITTOJTHEHBI 3a CYET COOCTBEHHBIX CPENCTB IpakaaH WU TIPU
MPOBEICHNM HAyYHbIX UCCIen0BaHuil [41].

[1pu BeIsIBIEHUM Y OTHOTO (000MX) CYIIPYrOB aHOMAaJIUU KapHUOTH-
Ma, a TAaKXKe MPU BbISBJICHUU BHICOKOTO PHUCKa MOHOTEHHOI MaToJIO-
MU, CYTIPYTU HAIPABJISIIOTCS K TEHETUKY, Ille UM B IOCTYTHOU (hopme
OOBSICHSIIOT YPOBEHb PUCKA U TIPEIOCTABIISIIOTCS pa3IMUHbIE BapUaH-
THI PETTPOMTYKTUBHBIX PEIICHUIA:

1) nHBa3uBHas1 MpeHaTajbHasl AUarHOCTUKa B I TpumecTpe Oe-
PEMEHHOCTH;

2) npoBeneHre DKO ¢ mpeauMILIaHTalIMOHHBIM TeHETUYECKUM
TeCTUPOBaHUEM SMOPHUOHOB;

3) Mcnoab30BaHUE JOHOPCKUX FraMeT;

4) oTKa3 OT IETOPOXKICHUSI.

BakHbIM KOMITOHEHTOM MPEKOHLEMIIMOHHONW MOATOTOBKU SIBJISI-
eTCs JOTalusl BUTAMUHOB M MMKPO3JIEMEHTOB. EMMHCTBEHHBIM BH-
TaMMHOM, TIpMEM KOTOPOTO Ha 3Tare IJIaHUpOBaHUSI OEpeMEHHOCTU
u B I TpumecTpa mocroBepHO cHumkaeT yactotry BIIP (mpexme Bcero
nedeKToB HEepBHOI TpyOKu) siBisieTcsi BUTaMuH B9 (donmeBast kuc-
nota) [82]. PekxoMmeHnnmyercsa HayaTh mpueM (hoNMeBO KUCIOTHL B 03¢
400 MKr/cyT 3a 2—3 Mecsiua 0 TUIaHUPYyeMOil 6epeMEeHHOCTH U IMPOI0JI-
KaTh I10 KpaiiHel Mepe B TeYeHUe IepBhIX 12 Hemeb 0epeMEeHHOCTH.

BaxXHbIM MUKpPO3JEMEHTOM, IpHUEM KOTOPOro pPeKOMEHIOBaH
BCeEM OepeMeHHBIM (IIpXA OTCYTCTBUU IIPOTUBOIIOKA3aHUIA) SIBJISIETCS
ion. B TeueHune Bcelt OepeMEHHOCTU PEKOMEHAYeTCsl TTpUeM Kaaust
oauaa 200 MKr/cyT (B BUIe MOHOIIpenapaTa Wi B COCTaBe MYJIbTHU-
BUTAMMHHBIX KOMIUIEKCOB) [29]. deduuuT itoga npu 6epeMeHHOCTH
MOBBIIIAET PUCK YMCTBEHHOI OTCTAJIOCTU U KpeTuHU3Ma y aeteii. BO3
curTtaeT AeduLuT Hoda Beaylueil (mocje rojonaHus) NpeaoTBpaTu-
MO MPUYMHOI YMCTBEHHOM OTCTAJIOCTU U IETCKOIO 1LiepeOpabHOrO
napaiauya (JLLIT) [82].

[Mprem MTOMMBUTAMMHHBIX KOMITJIEKCOB TIPU MTPEKOHIICTTIIMOHHOMN
MOJArOTOBKE U B TeUeHUE OEPEeMEHHOCTU PEKOMEHIYETCsl TIPU BbICO-
KOM pHUCKE TUTIOBUTAaMUHO3a. B rpyrire BEICOKOTO prcKa TUTIO- U aBH-
TaMUHO3a UX Ha3HaUYeHUE CHUXKAET PUCK MepUHATATbHBIX OCIOXHE-
HUIA 1 OJIATOIIPUSITHO BIIMSIET HA 3I0POBbE HOBOPOXKAEHHOTO [29, 82].
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MoegMMNNAHTAUNOHHOE TEHETNYECKOE TECTUPOBAHME

NMpeaMMnAAHTALUOHHOE
reHeTUYeCKoe TeCTUPOBAHUE

Ilpedumnaanmavuonnoe eenemuuecikoe mecmuposarue (I1I'T) — 310
rccenoBaHue, MO3BOJISIONIee ONpPeaeTUTh F’eHeTUUYeCKre 0COOEHHO-
cTi SMOpHOHA 10 €To IIepeHoca B MaTKy ¥ uMIiaHnTauuu [71, 80].

III'T ucnonsdyercsa ¢ 90-x ronoB XX Beka, HO C TeX MOpP TeXHO-
norun III'T mpereprnenu 3HaumTenbHBIe U3MeHeHUs [1]. B HacTos1-
mee Bpems I1I'T yale Bcero mpoBoaUTCsI ¢ moMolbio Metoga NGS,
KOTOPBI TTO3BOJISIET OMPEACIUTh YMCIOBbIe M HecOaTaHCUPOBAHHBIC
CTPYKTYpPHbIE aHOMAJIUU BCeX 24 XpOMOCOM.

BrimoHeHIE TIpEMMMITIAaHTAIIMOHHOTO TEHETUIECKOTO CKPUHIH -
ra He TOJIbKO CHUXKAeT PUCK POXKIEHUsT peOeHKa C XpOMOCOMHOI Ma-
TOJIOTHE, HO 1 IToBhIIIaeT 3¢ hekTuBHOCTL DK O, T. K. 3HaUMTEIbHAS
4yacTh Heyaa4 00ycJIOBIeHA C XPOMOCOMHBIMU aHOMATUSIMU Y SMOPH -
oHa [1, 84, 85].

B HacTosiiee BpeMsi cyliecTByeT HeckoJibko BuaoB III'T, mokasa-
HUSA T KOTOPBIX TIPeICTaBIIeHBI Ha prC. 5.2.

MNIT-A —TecTnposaHue Ha MArT-CN - TectuposaHue MNrT-M - TectuposaHue
XPOMOCOMHble Ha CTPYKTypHble 3M6pI/IOHa Ha MOHOreHHble
aHeynionammn nepenpofz’tm Xpomocom 3abonesaHus

lMokasaHus: Bo3pacT MoKa3aHus: BbiABNEHWE lMokasaHus: onpegenexune

YKeHLWMHbI cTapie 35 fieT, cbanaHcMpoBaHHbIX BbICOKOTO pUCKa

HeyAa4Hble NonbITKU 3KO 8 XPOMOCOMHbIX MoHoreHHoro 3abonesaHusa
aHamHese, TAXenble nepecTpoek y cynpyros Ans notomcTsa (06sa3aTenbHO
HapyLeHns [LO/KHbI BbITb
crnepmaTtoreHesay MaeHTUGULMPOBaHbI
MYXHUHDI KOHKpETHble MyTaLum)

Puc. 5.2. Bugbi MrT!

B Hacrosiee BpeMst I1I'T nmpoBoauTcsi, Korna SMOPUOH JOCTUTaeT
CTaauu pa3BUTUS 0JaCTOLUCTHI (Ha S cyTkm). 151 aHanu3a 1mpou3Bo-
JUTCSI OMOTICUST HECKOJIBbKUX KJIETOK SMOpHoHa. Jlajgee mpou3BOIUTCS
KpHOKOHcepBausi aMOpuoHa. Ilocie monydenust pesynbrata III'T
peliaeTcst BOIIPOC 0 BO3MOXKHOCTH repeHoca sMopuoHoB (I19), mubo
ux yrunusauuu [71].

' Pucynok Kynpsisuesoii E. B.
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MPOPUNAKTVKA BPOXOEHHOM 1 HOCEACTBEHHOW MATONOT MK

IIpo6nemy npu nposeaeHuu I1I'T cocraBisieT Takoe sIBIeHUE, KaK
MpeaUMITIAHTAIlMOHHBIM MO3aulIM3M 3MOPUOHOB, BCIEACTBUE KOTO-
pPOTO BO3MOXKHBI KaK JIOXKHO-ITOJIOKUTETbHBIE, TaK 1 JIOKHO-OTPUIIA-
TeJIbHBIC PE3YIbTAThI.

NMpeHaTanbHAA AUATHOCTUKA

B HacTtosiee Bpems mpeHaTadbHas TMATrHOCTUKA SIBJISIETCS Oyp-
HO pa3BUBAIOLIEHCS 00JaCThI0O MEAULIMHCKON HayKu. COBpeMEHHbIE
0COOCHHOCTH TIPeHATAJIbHOM TMAarHOCTMKM — 3TO aKIeHT Ha | Tpu-
MecTp OepeMEeHHOCTH, TPEXYypOBHEBasi CUCTeMa OKa3aHWsI MEIULIMH-
CKOI1 TIOMOIIIY U MOSIBJIEHNE HOBBIX TEHETUYECKUX TeCTOB [53].

B Poccum npoBeneHue npeHaTaaIbHOTO CKPUHUHIA periaMeHTU-
pyetcst mpukazoM M3 PD No 1130 1 ot 20.10.2020 r. «ITopsimok oxa-
3aHUSI MEAUILIMHCKON MOMOIIY 110 NPOGUITIO «AKYIIEPCTBO U TUHEKO-
jorus» [99].

304041 NPeHATANbHOM OUATHOCTUKMU:

1. IlpenocraBieHue poauTesssM UcUYepIbIBamlIell MHOOpMaLuu
O CTETeHM pHUCKa POXICHUS pebeHKa C BPOXIECHHBIM MM HaCJemd-
CTBEHHBIM 3200JIeBaHUEM.

2. ObGecnieueHne paHHEN TUATrHOCTUKY BHYTPUYTPOOHOI MaTOJIO0-
MU U ONITUMAJIbHOM TAKTUKU BeleHUsI 06peMEeHHOCTHU.

3. Ilpu moaTBepKAECHUM HaIU4us y peOeHKa TeHEeTUYEeCKOro 3a-
OosieBaHUSI C HEOJArOMPUSATHBIM MPOTHO30M ISl KU3HU U 310pPO-
Bbsl — TIpenoCTaBIeHre NHGOPMAIIUM O BO3MOXKHOCTHU TIPEPHIBAHUS
6epemenHoOCTH (cM. prka3 Ne 736 Munznapasa Poccun «O6 yTBepK-
NIEHUU MepevHst MeIULIMHCKUX TTOKa3aHUH 1711 UCKYCCTBEHHOTO TIpe-
pbIBaHUS OepeMeHHOoCcTH») [103].

4. OnpeneneHue NporHo3a 310PpOBbsl I OyIylIMX AeTei B ceMbe [53].
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MpeHaTabHAA ONArHOCTUKO

B ciyuyae BbIsiBIeHUS y TUIOAAa XPOMOCOMHOM aHOMaluM WU
BpoxaeHHOTo rnmopoka passutusi (BITP) ¢ HebaaronpusiTHbIM ITPOTHO-
30M JIJIs1 )KU3HU U 3[10POBbs, MEPUHATAIBHBIM KOHCUJIMYMOM MOXKET
OBbITh BBIHECEHO PEIIEHUE O HATUYUU MEIULIMHCKUX MOKa3aHWM 1Ist
npepbiBaHUsI OepeMeHHOCTU. [Ipyu HalMuuMKM XpOMOCOMHBIX aHOMa-
JINH, MOATBEPKACHHBIX KAPUOTUIIMPOBAHUEM TLIOAA, APYTUX TEHETU-
yeckux 3a0oeBanuii uau BITP ¢ HeGmaronpusaTHbBIM IIPOTHO30M ISt
>KU3HU TUI0JA, MpepbiBaHUE OEPEMEHHOCTH MOXET OCYIIECTBISTHCS
10 22 "Henenb. [Tpukas 736 «O6 yTBepKI€HUN TIEPEYHS METUIIMHCKUX
MoKa3aHWM sl mpepbiBaHUsl OepemeHHOocTh» MuH3zapasa Poccuun
JIOTIYCKAeT U MpepbIBaHUE B CPOKE Mociie 22 Helelb B UHAWBUAYaIb-
HOM TOPSIAKE MO PEIIEHUI0 KOHCWIMYMa Bpaueid, OJHaKO B 3TOM CJIy-
yae BOBHUKHET MHOTO BOIIPOCOB 3TUYECKOTO 1 IOPUANYECKOTO XapaK-
Tepa, T. K. poxXAeHUe pebeHKa B cpoke OoJiee 22 Helesib COOTBETCTBYET
KpUTepUsIM XKUBOpoxneHus. OKOHYaTeJIbHOE pelIeHUe O IMpepbiBa-
HUM WM TPOJIOHTUPOBAaHUU OEPEMEHHOCTM BCErla OCTaeTcsl 3a Cy-
npyramu [3, 53, 103].

CocTasnswowme npeHAaTabHOU AUArHOCTUKHU

1. Coop aHaMHe3a U MPEATECTOBOE KOHCYJIbTUPOBAHHUE.

2. YabprpasBykoBoe ucciaegobanue (Y3M) miona.

3. JlabopaTopHble METOIBI MCCICHOBaHUS (aHAJIN3 OMOXMMMYE-
CKMX MapKepoB B KPOBU O€peMEHHOM >KEHIINHBDI).

4. IMonyyeHue U UCcaeNOBaHUE TUIOJHOrO MaTepuaia (1o rmokasa-
HUSIM).

5. MHTepnperaiysi MOJyYEeHHBIX NaHHBIX UM KOHCYJBTUPOBAHUE
nocJie TecToB [3, 53].

MeToapbl npeHcTcanoﬁ ANATHOCTUKHU

1. IIpsimble (Koraa uccaenyeTcsi HermoCpeaCTBEHHO caM IUIOA WJIu
MaTepua Iiona).
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2. HenpsiMble (KOrga BBIBOABI O COCTOSIHUM ILJIOAA JEIaloTCs
10 pe3yjibTaTaM UCCIeIOBaHUN MaTepu).

‘ MeTtogb! N4 ‘

‘ HenHBasneHble ‘ l MHBasvBHbIe ‘

1. O6LeknmHnyeckoe obcnenosaqme
W aHamHe3 . ABX
2. leHeanorunyeckuin metoq
. INabopaTtopHoe u
MHCTpyMeHTanbHoe
obcnenosaHne . KopmoueHTtes
4. AHanus 6UOXUMUYECKUX MapKepoB
(PAPP-A, B-XTY, A®I)

. MnaueHTobuoncus

w

. AMHMOLeHTe3

. ®etockonus

. buoncns TkaHei
nnoga

Puc. 5.3. MeToabl NPeHATASIbHON OUATHOCTUKMN'

JItobast nmpeHaTallbHasI AMAarHOCTUKA HAYMHAETCS CO cOOpa aHaMHe-
3a MaTepy, U yKe Ha BTOM 3Tarle MOXKHO C/eJaTh KaK1e-To MpeaBapy-
TeJIbHBIE BBIBOABL. Kitaccnueckuii mprMep — orpenesicHre pUcka CUH-
npoMa JlayHa i T1o1a B 3aBUCMMOCTH OT Bo3pacTta Matepu [3, 53].

l'eHeanornueckuii MeToJ TMOAPAa3yMeBAET aHAJIM3 JAHHBIX O Ha-
CJIEICTBEHHOCTH B ceMbe Oyayllero pedeHka M cocTaBlieHUE POIOC-
JIoBHOM. C IMOMOIIBIO 3TOTO METOJA MOXHO, HallpuMep, OLIEHUTh
PMCK MOHOT'€HHOI naToioruu [99].

JlabopaTopHOE M MHCTPYMEHTAJILHOE 00CIeIOBaHNE MAaTEPU TOXKE
SIBJISTFOTCSI YaCTbhIO TIPeHAaTalbHON AuarHOoCTUKU. OHO oTpaxkaeT co-
CTOSTHUE 3I0POBbS MaTepU, OT KOTOPOTO HATIPSIMYIO 3aBUCUT 300PO-
Bbe Oyayuiero pedbexka [53].

Ananu3 sMmOpuocneunduueckux o6enkoB (PAPP-A, B-XI'Y, anb-
da-deronporenH (ADIIT)) — BaxHasl yacThb MPEHATAJbHOTO CKpU-
HUHTAa. MeToa OTHOCHUTCSI K HEIPSIMBIM, T.K. HECMOTPsI Ha TO, YTO
BbIpabOTKa JAHHBIX OEJIKOB ITPOUCXOIUT ITPU OEPEeMEHHOCTH, B HEKO-
TOPBIX CIyYasix OHU MOTYT 00pa30BbIBATLCS M BHE OepeMeHHocTH. Ha-
MpuMep, TTPU HEKOTOPBIX OHKOJIOTMYECKUX 3a00J1eBaHUsIX. BbIBOIBI
00 ypOBHE pHCKa, OCHOBaHHbIE Ha aHAIN3e SMOpUOCIen(brUIeCKUX
OEKOB, SIBJISIIOTCS JIMIIb TPUOIU3UTETbHBIMU.

' Pucynoxk Kynpsisuesoii E. B.
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KomMmnnekc npeHaTa/ibHOW AUATHOCTUKMU
I nll TPUMecTpa

B cpoke 6epemenHocty 11—14 Henenb OepeMeHHasI KeHIIMHA Ha-
MpaBJisieTcsl B KAOMHET aHTeHATaJIbHOW OXpaHbl IJ101a, TAe el Mpo-
BOAUTCS 3KcrnepTHoe Y3 1 B3siTUe KPOBU JIsl aHAIU3a OMOXUMUYe-
CKMX MapKepoB pucKa.

Y3U-ckpunur I tpumectpa npoBoautcs B 11—14 Henenb Gepe-
MeHHOCTU. Bo Bpemsi HEro yTouHsieTcsi CpoK OepeMEeHHOCTH Ha OcC-
HoBaHuu KTP (Komunko-TeMeHHOTo pa3mMepa) U MPOBOAUTCS OLICH-
Ka aHaTOMUM Tuiojga. MapkKepamy puUcKa XPOMOCOMHbBIX aHOMaJUi
(MXA) siBasitoTcsl ToOJIIMHA BOpOTHUKOBOro mpoctpaHctBa (TBIT)
W BU3yaIu3alusi HOCOBOU KocTU. [Ipy XpOMOCOMHBIX aHOMAaJUsIX
ioaa xapakrepHo yBeiandeHue TBIT Gosiee 3 MM 11 OTCYTCTBUE BU3Y-
ajiM3aliuy HOCOBOU KOCTH.

[ToMuMO 3TOro, MHOTME KpyIHbIe MMOPOKU Pa3BUTUSI MOTYT OBITh
BbISIBJIEHBI YXe B | TpumecTpe, Harpumep, 3K33HI1edanunio (roJoBHOMN
MO3T BBIXOAUT 3a Mpeeibl KOCTei ueperna), HeKOTOpbIe MOPOKU Cep/l-
11a, OTCYTCTBME KOHEYHOCTEeU U apyrue [53].

YacTtelo koMruiekca npeHartaabHoil auarHoctuku (KITH) I tpu-
MecTpa sIBJisseTcs aHaiau3 nokasateiaeii PAPP-A (mma3MeHHBINH TIpo-
TeUH A, acCOLIMUPOBAHHBIN ¢ GEpPEMEHHOCTh — pregnancy associated
plasma protein) u -XI'Y (6eta cyObenmHUIIa XOPUOHUYECKOIO TO-
HajmoTponuHa yenoBeka). PAPP-A, kak npaBuio, npyu Hanuuud XA
caHmxaercs. B-XI'Y npu cuHapome [ayHa y muiona MOBBIIIEH, IIPU
cuHapoMax DuBapaca v Ilaray 3HauuTesbHO cHYKeH [3, 53]. OnHa-
KO B HEKOTOPbIX ClydasiX JaHHbIE MTOKA3aTeJI MOTYT ObITh U3MEHEHbI
Y MPY HOPMaJIbHOM KapHOTHUIIE TIJI0/1a, TO3TOMY, OCHOBBIBAsICh Ha X
OLIEHKE, MOXHO CJIeJIaTh JIMIIb MTPeABAPUTEbHBIE BbIBOJIbI.

OO0Opa3sibl KpoBu B CBepIoBCKOil obactu goctasisiioT B [TAY3
CO «KAOII O3MP», roe 0600111a10TCsI C TAaHHBIMKY aHAMHEe3a 1 Pe3YyJIib-
tataMu Y3U B KOMIIbIOTEPHOI Mporpamme «AcTpaiisi» («Astraya»).
HaHHasi mporpaMma pacCUMTbIBa€T PUCK OCHOBHBIX XPOMOCOMHBIX
CUHAPOMOB Y Iioga — cuHapoma JlayHa (Tpucomusi 21-it xpoMoco-
MBbI), CUHApOMa DaBapjaca (TpucoMus 18-i1 XpOMOCOMBI), CUHApPOMA
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IMatay (Tpucomus 13-ii xpomocomnl). I1pu BeISIBIEHUM BEICOKOTO pU-
CcKa XpoMOCOMHBIX aHoMmanuii (Beiie 1:100) pekoMeHI0BaHO MTPOBe-
JIEHWE WHBA3UBHOW MPEHATATbHON TUATHOCTUKU.

B 3aki1roueHun 1o nmpeHatajJlbHOMY CKpMHUHTY | TpuMecTpa yka-
3bIBAIOTCS JaHHBIC aHAMHe3a, pe3ynbTaThl Y3UW, ypoBeHb OMOXUMU-
yecKMX MapkepoB. B KoHIIe yKasbIBaeTCsl «OXUAAEMbIi PUCK» XA.
OxxugaeMblii pUCK CKJaabIBaeTcsl U3 6a30BOro M UHAWBUIYATbHOTO
pucka. ba3oBblii prcK — 3TO BO3pacTHOM KpUTEPUIi, TOBTOMY OH OJIU-
HaKOB Yy BCeX XKEHIIIMH oJHOro Bo3pacta. Hanpumep, y Bcex XKeHIIUH
B Bo3pacte 37 JeT puck Tpucomuu 21 (cuHapoma JlayHa) cocrasisier
1:227. NHauBuAyalibHbIA PUCK — 3TO PUCK, MOJCUYUTAHHBIN C yue-
TOM He TOJIbKO BO3pacTa, HO U JPYIruX aHAMHECTUUECKUX JaHHBIX, pe-
3yabTaToB Y3U 1 ypoBHSI OMOXMMHUYECKUX MAPKEPOB.

Ha ocHoBanuwu pesynbraTtoB KITJI I TpumecTpa penraercst Borpoc,
HEeoOXO0MMO JIM HalTPaBUTh OepeMEHHYIO0 Ha MHBAa3UBHYIO ITpeHaTalb-
Hyto nuarHoctuky (MI1/1). MHBa3nBHaAs AUarHOCTHUKA ITOKa3aHa IpHu
YPOBHE MHAUBUIAYaIbHOTO pucka 2> 1:100, 1160 npu HaTUYKUKM TTOPO-
KOB pa3BUTHU Iutoga 1o pedyiabratram Y3U. I1pu cobmoneHun Beeit
METOJ0JIOTMHM CKPUHUHTA OH SIBJISIETCS JOCTATOUYHO 3 (HEKTUBHBIM,
TeM He MeHee BO3MOXKHbBI KaK JIOXHOIOJOXUTEIbHbIC, TaK U JIOXKHO-
OTpUlIaTeJIbHbIE PE3YJIbTaThI.

B ciyyae 10XKHO-0TpULIATEIbHOTO pe3ybTaTa MOXET ObITh MPOITY-
1IeHa XpOMOCOMHas aHoMaiius y 1ioaa. I[Ipu J0XHO-TIONOXUTENb-
HBIX pe3yJibTaTax MOBbIIIAETCS KOJUUECTBO He 0OOCHOBAaHHBIX MHBA-
3UBHBIX BMEIIATEIbCTB [53].

B 16—18 Hemenb JOMOJTHUTETEHO MOXKET OBITH OTIpeaeIeH OMOXM-
muueckuii Mmapkep A@II. I[Tpu cunapome JlayHa TaHHBIM OKa3aTesb
MOXeT cCHMXaThcsl, mpu BITP HepBHOI TpyOKU MoBbIIIAThCSI. OTHAKO
B HacTos1Iee BpeMs ornpeaeneHrue ADII He BXomuT B cTaHAApT 00cIe-
JIOBaHUSI OepeMEHHBIX 1 UCITOJIb3YeTCs KpaliHe peiko, BBUAY €ro HU3-
KOI YYBCTBUTEIbLHOCTU U CEM(DUYHOCTH.

Y3U-ckpunuHr II TpumecTpa MpoBoAUTCS B CPOKE OEpeMEHHOCTH
18—21-i1 Hemenss. BaxkHo, 4TOOBI MpY HAJTWYMU ITOKA3aHUI K MHBA-
3MBHOI JMAarHOCTUKE (TTOPOKOB pa3BUTHsI) 3TU MOKa3aHUsl ObLIU Bbl-
SIBJIEHBI BOBPEMSI, YTOOBI 10 22 HEele/Ib YCIIeTh IPOBECTU MHBA3MBHYIO
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JNHUATHOCTUKY, MOJYYUTh PE3ybTaT U MPUHSATH pellleHWe O HAIMYUU
MEIMLIMHCKUX TOKa3aHUIl CO CTOPOHBI TII0aa JJIsl TpepbhiBaHusT Oe-
pemeHnHocTH [45, 46]. Ha cerogHsHmii 1eHb pEKOMEHIYETCS CTpe-
MUTbCS onpeneanTs nokazanus i1 UITO u mposectu ee B I Tpume-
cTpe, omHako B psne 1o pe3yabratam KIIJI I tppMecTpa MoxeT ObITh
onpenesieH HU3KMK puck, a Ha Y3U Bo Il TpumecTpe BBISBISIOTCS
MapKepbl XpOMOCOMHBIX aHOMAJIMM 110/a.

Y3U-ckpunuHr 111 TpumecTpa mpoBoauTCs B CpoKe OepeMeHHO-
ctu 30—34 Henenu 6epemeHHOCTU. OCHOBHOM 3agadeli ckpuHuHTa 111
TPUMECTpa SBJSIETCS OLICHKA aKylIEPCKON CUTYallud U IMarHOCTUKA
aKyIIEPCKUX OCJIOXHEHUI, OmHAaKO B peakux ciaydasx B III tpume-
CTpE BBISIBJISIIOTCS TIOPOKU Pa3BUTUS TLJI0/1a, KOTOpPbIE MO KaKUM-TO
npyUYrHaAM He ObLIM OOHApyXeHbl paHee. B aToM ciydae BaxkHO Ha-
MNpaBUTh OEpEeMEHHYIO Ha pojopa3pellieHUe B yupexkaeHue 3 ypOBHS,
rie HOBOPOXIEHHOMY Cpa3y Iocje poXAeHUS MOXET ObITh OKa3aHa
MeIMILMHCKas TIOMOILb B OJIHOM 00beMe, BKJIIoUasl TPOBEACHUS XU-
pypruudeckoi koppekuuu BITP.

[Ipu BeIsIBIeHUM TIO pe3yiabraTaM Y3WM BpoXXIEHHBIX MOPOKOB
pasButust (BIIP), GepemeHHast HampaBlIsieTCsl Ha MEpUHATaIbHbBIN
KoHcuamyM Ha 6aze TAY3 CO K11 «O3MP». [TeprHaTaabHbIA KOH-
CWJIMYM TPEJOCTaBIsIeT OEpPEMEHHOM XeHIIMHE BCECTOPOHHIO Me-
JUIMHCKYI0 MH(MOPMALIUIO O pe3yJibTaTax ee 00CIeI0BaHUSI U XapaK-
Tepe BbISIBJIEHHBIX aHOMAJIUI pa3BUTHS y €€ TIJ10/a.

Ha ocHOBaHMM COBpPEMEHHBIX MEAULMHCKUX JAHHBIX TPEeIoCTaB-
JISIIOTCS CBENIEHUSI O TMPOTHO3€ IJIs1 XKU3HU W 3IOPOBbS TUIOAA Kak 10,
TaK U TOCJe POXKACHUSI, O BOBMOXHBIX METO/IAX JICYEHUSI U CBSI3aHHbBIX
C HUMM PUCKaX, BO3MOXHBIX MEIULIMHCKUX MPEHATAbHBIX M MOCTHA-
TaJTbHBIX BMEIIATEICTBAX, MX OJIVKAUIINX U OTAaJIeHHBIX Ucxonax [46].

[Ipu ycTaHOBIEHMM IIpeHATaJbHBIM KOHCUIMYMOM Hajnuus BITP
1072, HECOBMECTUMBIX C KM3HbIO, WJIM HAJTUUUSI COUETAaHHBIX aHOMa-
JIUH pa3BUTHS TJI0AA C HEOIArONPUSITHBIM IPOTHO30M [IJI51 €r0 XXU3HU
U 3[0POBbsI, OEPEMEHHOM KEHIIMHE MPeaocTaBsIeTcs: MHGopMaLus
0 BO3MOXKHOCTU UCKYCCTBEHHOTO MpepbIBaHUS O6pEMEHHOCTH 10 Me-
JUIMHCKUM TIOKa3aHUSIM, U OHAa WH(OPMUpPYETCS] O MEIULIMHCKOM
OpraHu3aliuu, B KOTOPO TaKOBO€ MOXKET ObITb TTpoBeAeHO. Pe3yb-
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TaTOM TIPOBENEHUS MEPUHATATHLHOTO KOHCUIMYMa SIBIISIETCS TPOTO-
KOJ TepUHATAIbHOIO KOHCUJMyMa, COACpXKalllMii OKOHYaTeJbHBII
IMAarHo3 1 3akiodeHue [53].

HenHBA3MBHbLIM NPEHATANbHbIA CKPUHUHT
(HUNC)

MexxayHapoHble KIMHUYECKHUE UCCIeTOBAHMS TOKA3aJIU BBICOKYIO
KJIMHUYECKYI0 3(PDEeKTUBHOCT, HEMHBA3UBHBIX MPEHATAIbHBIX TECTOB
(HUTIT), ocHoBaHHBIX Ha BbineneHnn BHeKIeTouHoi JTHK [64].

TepmuH «HewHBa3uBHbIN NpeHaTanbHbli cKpuHUHT» (HUIIC),
rnoJpa3yMeBaeT BblJejeHre (hparMEHTOB MAaTEPUHCKOM U TlalieHTap-
Hoit ITHK (koTopyio TpaauliMOHHO Ha3biBaloT «deTanbHOo» JTHK)
U3 MAaTEPUHCKON TJ1a3Mbl € LEIbl0 MAEHTU(MUKAIIMA OCHOBHBIX aHe-
yIUTOUIWiA T1oaa (Tpucomuii 13, 18 m 21 xpomocom) [62—64]. HUTIC
UMEET Psifi IPEUMYILECTB Mepell CTAaHAAPTHBIM KOMOWHUPOBAHHBIM
MpeHaTaJbHbIM CKPMHUHTOM.

HoctouncrBom HUIIC saBiseTcss BO3MOXKHOCTD €ro IIpUMEHEHUS
B 0oJiee paHHEM CPOKe, YeM CTaHJapTHBIN MpeHaTaabHbIii CKPUHUHT
I rpumecTtpa ¢ 10 Hegeab 0epeMEeHHOCTU. DTO MOXKET UCIIOJIb30BaThCS,
B YaCTHOCTHU, ISl PEelIeHUs] BOMPOca O 1eJIecO00pa3HOCTU MpoBee-
HUSI COXpaHSIONIEeH Tepaly B ClIydae yIpoXKarollero BEIKUabIma [63].
[Tocne 10 Hepens 6epeMeHHocT HUTIC npu HEOOXOAMMOCTH MOXET
OBITH MPOBEJEH Ha JIIOOOM CPOKe OEpeMEHHOCTH, BILIOTH JO POJIOB.
Y HUIIC nyuie nokasareayd 4yBCTBUTEIbHOCTU 1 CHIELM(MPUIHOCTH,
YeM y CTaHJapTHOTO MPeHATaJIbHOIrO CKPUMHUHTA, CJIe10BaTeIbHO (-
(beKTUBHOCTb TaKOro ckprHuHTIa Ooynet Boie [37, 38]. HUITIC moxer
KCIIOJIb30BAaThCSl B KAYECTBE OMOJHUTEIBLHOTO TECTA TIPU YPOBHE pU-
cka (1o pesyabratam KIT I tpumectpa) 1:101—1:1000.

HWIIC moxeT OBITh ITPOBEACH ITpU OepeMEeHHOCTH, HACTYIIMBIIIECH
€CTEeCTBEHHBIM MyTeM, JIM0o B pedynbTaTe DKO, Kak mpu oaHO-, TaK
U MPU JBYTUIOJHOU 6€peMEHHOCTH.

C nomouisio HUTIC Bo3MOXKHO onpeneieHe 1oJa 11oaa, Ho Xe-
JIaHW€ MallMeHTKW Y3HATh IOJ TUI0Ja TOXKHO ObITh OTPaKEHO B Ha-
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npasieHnu. HUIIC He pekoMeHI0BaH B Ciiydae, €CId eAMHCTBEHHOMN
1LIeJIbIO €r0 MPOBEICHUS SIBJISIETCS OIpenesieHue Mmoia Mmioaa.

OrcyrcrBUe y 11oma HapymeHuit mo naHHbiM HUIIC nHe rapan-
TUPYET OTCYTCTBUSI aHEYIUIOUAWI (YMCIOBBIX aHOMAJM XPOMOCOM)
U CTPYKTYPHBIX aHOMAJIMM KakK 1O MCCAENOBaHHbIM, TaK U 1O APYTUM
XpOMOCOMaM, TO3TOMY Pe3y/IbTaThl TeCTa OLIEHUBAIOTCS JIUILb B COBO-
KYIMHOCTH C IPYTUMU KIMHUYECKUMU JaHHBIMU, B YACTHOCTHU PE3YJIbTa-
tamu Y3U. Kpome Toro, He Bce HacieICTBEHHbIE 3a00/IeBaHMS B IIPUH-
1IMIe CBSI3aHbl C M3MEHEHUEM YHucia XpoMOcoM. MHOrue IMOpoKu
Pa3BUTUSI HE COMTPOBOXKIAIOTCS UBMEHEHUSIMU B TeHOME TLJI0J1a, T03TO-
My HopMmainbHbIH pe3ynbrar HUIIC He 3amensieT akcnieptHoe Y3U [53].

HenonmyctuMo TNpUHMMATL pellieHWe O HaJUYMU MEAULIMHCKUX
noKa3aHWM s npepbiBaHUST O€peMEHHOCTH JIMIllb Ha OCHOBaHUU
HUIIC, e ucnonn3yst UI1 nas moaTBepKaAeHUS TMarHo3a, T. K. Me-
TOJ SIBJISIETCS CKPUHUHTOBBIM, M HE MCKJIIOYAIOTCS JIOXKHO-TIOJIOXHU-
TebHBIE pe3yabTaThl [64]. B ciydae, ecim malMeHTKa OTKa3bIBaeTCs
oT moarBepxkaatonieil nuarHoctuku nmociae HUIIC, Henb3s npepBaTh
OepeMeHHOCTb, aXe eC/IM MallMeHTKa Ha 3TOM HacTauBaeT (3a uc-
KJIIOYEHHMEM CJIydyaeB, KOIrJa CpoK OepeMeHHOCTH MeHee 12 Henmelb,
W NalMEeHTKa MOXET MPUHSITh pellieHne O 3aBeplleHUU OepeMeHHO-
CTU 110 CBOEMY XKeJIaHUIO).

MHBA3MBHAA NPEeHATASIbHAA AMArHOCTUKA

MHBa3uBHAsl AMArHOCTUKA U 3a00p IJIOJHOTO Marepuaia — 3TO
Ham0oJIee TOYHBIN METOM IJIST OTIpeIe/ICHNSI TeHETHUECKUX 3a001eBa-
Huit moga. OnHaKo, KakK U J1o0asi MTHBa3MBHAsi MAaHUITYJISILMS, UHBA-
3MBHAsI IMATHOCTUKU COIIPSDKEHA C OTIPEIeIEHHBIM PUCKOM OCIIOXK-
HeHuii. YacToTa OCI0XKHEHUN CYIIECTBEHHO pa3jinyaeTcs B pasHbIX
CTpaHaX U B Pa3HBIX MEAULIMHCKUX LIEHTPAX 1 3aBUCUT TIPEXKIEe BCETO
OT KOJIMYECTBA BBINIOJIHSAEMBIX MPOLIEAYD U oMbiTa Bpaya. B Poccun
o0I1Iee KOJMYECTBO OCJIOXHEHU ITOCe MHBA3WBHON ITMATHOCTUKU
B cpeHeM cocTaBiseT 1—2 % u 3aBUCUT OT MeToaa 3a60pa IUIOTHOTO
maTtepuana [53].
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OCHOBHBIE METOIIBI MHBA3WBHON MIPeHATAIBHON TMATHOCTUKM:

1) acniuparius (6uorncusi) BopcuH xoproHa (ABX) — monyueHue
obOpa3sIiia TKaH! XOpHOHA C 1IeJTbIO BBISIBIEHUST XPOMOCOMHBIX
aHOMaJIuii, a Takke (1Mo MOoKa3aHUsIM) MOHOTEHHBIX 0oJie3-
Hel (cpoku npoBeaeHus 10—15 Henenp);

2) aMHMOIIEHTe3 — WHBa3WBHas Mpolieaypa, 3aKIouaroiiascs
B IMyHKIIMY aMHUOTUYIECKOM OOOJIOUKHU C IIETBIO TTOTyISHUS
OKOJIOTUIOAHBIX BOA MJIs1 TOCJIEAYIOLIEro Jab0opaTOPHOTO UC-
cnenoBanus (tocie 15—16 Henenb 6epeMEHHOCTH);

3) KOpIOLIEHTe3 — WHBa3WBHasl IpoLeaypa, B XoAe KOTOpoit
MPOM3BOISIT MYHKIINIO COCYIOB IMYITOBUHEI C LIETBIO TTOTyYIe-
HUSI TTyOBUHHOM KPOBU JJIsI J1aOOPATOPHBIX MCCIIeI0BaHUIM
(mpoBomuTcs ¢ 18 Hexenb recTaunn).

Ha mojyyeHHOM IJIOAHOM MaTepualie MOXKET ObITh IpoBeAcHA
pas3nuyHas J1abopaTopHas IMarHOCTUKA — IIMTOTeHETUYECKOe UCCIIe-
noBaHue (aHanu3 KapuoTtumna), XMA, NGS, MosieKyJIsipHO-TeHeTHYe-
cKoe uccienoBanue (IOMCK MyTallMii B KOHKPETHBIX TeHaX — TUarHO-
CTHKa MOHOTE€HHOM maTtojioruu) [53, 65].
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KOHTpOnbHblEe 304AHUSA

1. 3a KoHCyJIbTaLIMEH 0OpaTUIICSI MOJIOAON UeJIOBEK, CEMbsI KOTO-
pOro, OCHOBBIBAsSICh HAa HALIMOHATbHBIX TPAJAULIMSIX HACTAUBAET, YTOOBI
OH XEHMJICS Ha OHOW U3 AEBYIIEK U3 YBAXKAEMOU CEMbH, C KOTOPOU
BO3MOXHO Hainuue poacTsa. KoHCyabTUpyeMblil HACBIIIAH O TOM,
yto B Poccuu cunrtaercs, 4To Npu HAJIMUMKU POJCTBA MEXIY Cylpyra-
MM TIOBBILLIEH PUCK POXIEHUs O0JbHBIX neTeii. [ToaToMy OH HacTosII
Ha TOM, YTOOBI TPU KaHAMUIATKM Ha OpaK ¢ HUM IIpOBEIU OOCJeno-
BaHME HAa HOCUTEJILCTBO YaCThIX HACIEeICTBEHHBIX 3a001eBaHuii. Cam
OH TOXe chan aHanu3. Ha ocHoBaHMM pe3y/jbTaTOB T€HETUYECKOTO
o0cenoBaHUsI BBIOEPUTE, ¢ KAKOW M3 >KEHIIWH TeHEeTUYECKU pUcK
JJIS1 TIOTOMCTBa OyJeT caMblM HU3KKUM. MOXHO JIM TapaHTUPOBATh
poxaeHue pebeHka 6e3 reHeTUYECKOro 3a00IeBaHUsI, €C/Id KOHCYJIb-
TUPYEMBbIiA TIPUCIIYIIAETCS K BallleMy COBETY?

KoHCynbTHpyeMBbIii:
ViccrienyemMbM BapHaHT I Ten I Pesynbrar
BpoxaeHHas HenepeHoCcHMoCTe GpyKTo3sl
chr9:104189856C>G (rs1800546) [ALDOB [e obHapyxen
BoneaHb BUNbCOHA
chr13:52518281G>T (rs76151636) [ATP7B [e obHapyxen
MyKoBHCUHAO3

chr7:117170953G >A,T (rs121908751) CFTR He obHapyxeH
chr7:117199645TCTTT>TT (rs113993960) CFTR He obuapyxen
chr7:117199666AATATAG >AATAG (rs121908776) CFTR He obHapyxeH
chr7:117232231ATTA>ATA (rs121908812) CFTR He obHapyxeH
chr7:117280015C>T (rs75039782) CFTR He 0OHapyxeH
chr7:117282620G >A (rs77010898) CFTR He obHapyxen
chr7:117292931C>G (rsB0034486) CFTR He 0OHapyxeH

Neiiko3HuedanonaTna c BOBNEYEHHEM CTBONA FONIOBHOTO MO3ra M CNWHHOTO MO3Ta W MOBLIWEHHEM
KOHLEHTpauku Naktara

chr1:1738007707 >C (rs142433332) [pARS2 [e obHapyxen
Cungpor CuuTa-Slemaun-Onuua
chr11:71152447C>T (rs11555217) [DHCR7 [ne obuapyxen
lanaxkTozemus
chr9:34648167A>G (rs75391579) [GALT [e oBHapyxeH
chra:34649029G >T (rs111033773) |GALT |ne obHapyxen
Tyroyxocrs

chr13:20763452A>G (rsB0338945) GIB2 He oBHapyxeH

chr13:20763485AGGGC>AGGC (rs80338943) GIB2 He obuapyxen

chri3:20763553CA> C (rs80338942) GIB2 He obHapyxeH

chr13:20763612C>T (rs72474224) GIB2 He obHapyxeH

chr13:20763685ACCCCCCA> ACCCCCA,ACCCCCCC (rs80338939) GIB2 obHapyxeHo
HOCATENLCTEO

chr13:20766921C>T (rs80338940) GIB2 He obHapyxeH
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bonesub Tena-Cakca

chr15:72642859C>G,T (rs121907954) [HEXA [ne oBHapyxen
Mykononucaxapugos, Tun I
chr4:981646C>T (rs121965020) [oua [ue o6uapyxen
DEHNNKETOHYPHA
chr12:103234271G >A (rs5030858) [PAH [He obHapyxeH
chr12:1032342856G >A (rs5030857) [PAH [we obuapyxen

CHHAPOM MHOXECTEEHHLIX EPMX/IeHHLIX AaHOMAaNWH, TUNOTOHKWK U CyJopor, THR T

chr18:59774218C>T,G (rs376355678) PIGN obHapyxeHo
HOCUTENLCTEOD
MoAMKMCTO2 NOYEK C MONNKMCTOZ0M NeveHn unn bez HEero, Tun 4
chr6:51889738G >A (rs200391019) [PKHD 1 [He o6Hapyxen
chr6:51947999G > A (rs137852944) |PKHD 1 |ne ofHapyxen
Kenimua A:
Wccneyembii BapuaHT [ Ten [ Peaynbrar
BpoX/leHHas HenepeHocuMocTb (PyKTO3kl
chr9:104189856C>G (rs1800546) [aDoB [+e oBuapyxen
Bone3Hs BunscoHa
chr13:52518281G>T (rs76151636) [aTP7B [ne obnapymen
MykoBHCUMAO3
chr7:117170953G >A,T (rs121908751) CFTR He obHapyxeH
chr7:117199645TCTTT>TT (rs113993960) CFTR He ofHapyxeH
chr7:117199666AATATAG >AATAG (rs121908776) CFTR He oBHapyXeH
chr7:117232231ATTA>ATA (rs121908812) CFTR He oB6HapyxeH
chr7:117280015C>T (rs75039782) CFTR He obHapyxeH
chr7:117282620G>A (rs77010898) CFTR He oGHapyxeH
chr7:117292931C>G (rs80034486) CFTR He obHapyxeH
ﬂeﬁKOBHLleq)EﬂOI‘IETMH C BOBfeYeHHeM CTBONG NOACBHOTD MO3ra H CNHHHOIO MO2ra W NOBLIWEeHHeM
KOHUEHTpaUWW naKTata
chr1:173800770T >C (rs142433332) |DAR52 |He obHapyxeH
Cunapom Cuuta-Nemnn-Onuya
chr11:71152447C>T (rs11555217) [pHCRT [we obuapyxen
FanakTozemMusa
chr0:34648167A>G (rs75391579) [cALT [ne o6napyxen
chr9:34649029G >T (rs111033773) |cALT |we oBuapyxen
Tyroyxocrs
chr13:20763452A>G (rs80338945) GIB2 He o6HapyxeH
chri3:20763485AGGGC> AGGC (rs80338943) GIB2 He oBHapyXeH
chr13:20763553CA>C (rsB0338942) GIB2 He oB6HapyxeH
chr13:20763612C>T (rs72474224) GlB2 He obuapyxen
chr13:20763685ACCCCCCA> ACCCCCA,ACCCCCCC (rs80338939) [SEF) obHapyxeHo
HOCHTENLCTBO
chr13:20766921C>T (rsB0338940) GlB2 He obuapyxen
BonesHe Tea-Cakca
chr15:72642859C>G,T (rs121907954) [HEXA [ne oBuapymen
Mykononucaxapugos, Thn I
chr4:981646C> T (rs121965020) [oua [e oBHapyxen
DEeHWNKETOHYPHA
chr12:103234271G >A (rs5030858) [PAH [He oBHapyxen
chr12:103234285G >A (rs5030857) [PAH [ne oBuapymen
CMHﬂpOM MHOXeCTE eHHBIX BP OXAEHHbIX EHOMEHMW, TUNOTOHUK W CyAopor, TMN I
chr18:59774218C>T,G (rs376355678) [P1GN [ne oBuapyxen
MMONMKMCTO2 NOYEK C MONHKMCTO30M NeueHu uiu Gea Hero, TUn 4
chr6:51889738G >A (rs200391019) [PKHD 1 [e oBHapyeH
chr6:51947999G >A (rs137852944) |PKHD 1 |ne oBuapymen
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Kenmuna b:
WccnenyeMbsi BapuaHT I TeH | Peaynbrar
BpOX/AEHHAA HENEePEHOCHMOCTE ¢ PYKTO3bI
chr9:104189856C>G (rs1800546) [ALDOB [ne o6Hapyxen
BonesHb Bunocona
chr13:52518281G>T (rs76151636) [aTP78 [ne o6Hapyxen
MyKOBHCUNA03
chr7:117170953G>A,T (rs121908751) CFTR He obHapyxeH
chr7:117199645TCTTT>TT (rs113993960) CFTR He obHapyxeH
chr7:117199666AATATAG > AATAG (rs121908776) CFTR He obHapyxeH
chr7:117232231ATTA>ATA (rs121908812) CFTR He obHapyxeH
chr7:117280015C>T (rs75039782) CFTR He oOHapyxeH
chr7:117282620G >A (rs77010898) CFTR He obHapyxeH
chr7:117292931C>G (rs80034486) CFTR He obHapyxeH

”EﬁKOBHLlEqJEHOHETMH C BOBNEYEHWEM CTEONG FONOBHOMO MO3rad W CNUHHOMD MO3ra W NOBLIWEHWEM
KOHUEHTpauwWW nakTarta

chr1:173800770T>C (rs142433332) ‘DARSZ |He obHapyxeH
CuHapoM CumuTa-Nemnu-Onuuya
chr11:71152447C>T (rs11555217) [DHCR7 [ne oBHapyxen
FanakrozemMua
chr9:34648167A>G (rs75391579) [GALT [ne o6Hapyxen
chr9:34649029G>T (rs111033773) [GALT [ne o6rapymen
TyroyxocTb
chr13:20763452A>G (rs80338945) GIB2 He obHapyxeH
chr13:20763485AGGGC>AGGC (rs80338943) GIB2 He oOHapyxeH
chr13:20763553CA> C (rsB0338942) GIB2 He obHapyxeH
chr13:20763612C>T (rs72474224) GIB2 He obHapyxeH
chr13:20763685ACCCCCCA> ACCCCCA,ACCCCCCC (rs80338939) GIB2 He oBHapyxeH
chr13:20766921C>T (rsB0338940) GIB2 He obHapyxeH
BonesHb Tena-Cakca
chr15:72642859C>G,T (rs121207954) [HEXA [ne o6Hapyxen
Mykononucaxapugos, Tun I
chr4:981646C>T (rs121965020) [1IDUA [ne oBuapyxen
DEeHNNKETOHYPHA
chr12:103234271G >A (rs5030858) [PAH [ne o6Hapyxen
chr12:103234285G ~A (rs5030857) |PAH |ne oBHapyxen

CHH,QPOM MHOXECTEEHHBIX BPpOXAEHHBIX AHOMANMA, THNOTOHHK W cypopor, Tun I

chr18:59774218C>T,G (rs376355678) PIGN obHapyxeHo

HOCHTENLCTBO
MONMKNCTO2 NOYEK C MOAWKHCTOZ0M NedeHn uan bes Hero, Tun 4
chr6:51889738G >A (rs200391019) [PKHD1 [ne o6Hapyxen
chr6:51947999G >A (rs137852944) [PKHD1 [we oBrapyxen
Kenmuna B:
WMccnenyemMbi BapuaHT | len | Peaynbrar
BpoX/AeHHAA HENEPEHOCMMOCTE PYKTOZkI

chr9:104189856C>G (rs1800546) |ALDDB lobuapyxexo

HOCHTENLCTEO
Bonesxb BunecoHa
chr13:52518281G>T (rs76151636) [sTP7E [ne o6Hapyxen
Mykosucungos

chr7:117170953G>A,T (rs121908751) CFTR He obHapyxeH

chr7:117199645TCTTT>TT (rs113993960) CFTR He obHapyxeH

chr7:117199666AATATAG >AATAG (rs121908776) CFTR He obHapyxeH

chr7:117232231ATTA>ATA (rs121908812) CFTR He ofHapyxen

M



MPOPUNAKTVKA BPOXOEHHOM 1 HOCEACTBEHHOW MATONOT MK

chr7:117280015C>T (rs75039782) CFTR He obHapyxeH
chr7:117282620G >A (rs77010898) CFTR He obHapyxeH
chr7:117292931C>G (rsB0034486) CFTR. He obHapyxeH
J'Ieﬁlcosuued)anonanm C BoBAEYEHWEM CTE0NAG NAOCBHOIND MO3ra U CNHHHOIO MO3MA U NOBLIWEHHEM
KOHWEHTPaUWKW NakTaTa
chr1:173800770T >C (rs142433332) [DARS2 [he o6napyxen
Cungpom Crnta-Nleman-Onuua
chr11:71152447C>T (rs11555217) [DHCR7 [ne obuapyxen
FanakTozeMus
chro:34648167A>G (rs75391579) [GALT [we obHapyxen
chr9:34649029G >T (rs111033773) [caLT |ne obuapyxen
TyroyxocTs
chr13:20763452A>G (rs80338945) GIB2 He obHapyxeH
chr13:20763485AGGGC>AGGC (rs80338943) GIB2 He obHapyxeH
chr13:20763553CA> C (rsB0338942) GIB2 He obHapyxeH
chr13:20763612C>T (rs72474224) GIB2 He obHapyxeH
chr13:20763685ACCCCCCA>ACCCCCA,ACCCCCCC (rs80338939) GIB2 He obHapyxen
chr13:20766921C>T (rs80338940) GIB2 He obHapyxeH
Bonezxe Tea-Cakca
chr15:72642859C>G,T (rs121907954) [HEXA [he obHapyxen
Myxonao. Tun I
chr4:981646C>T (rs121965020) [Dua [ne obHapyxen
©EeHUNKETOHYPHA
chr12:103234271G >A (rs5030858) [PAH [He oBHapyxen
chr12:1032342856G >A (rs5030857) [PAH |ne obnapyxen
CHHAPOM MHOXKECTEEHHEIX BDPOXAEHHLIX aHOMAAWHA, THNOTOHMK W cyAopor, THn I
chr18:50774218C>T,G (rs376355678) [PiGN [we o6napymen
MoAMKNCTO2 NOYEK C NOAWKHCTO30M NeYeHn uinn bes Hero, Tun 4
chr6:51889738G >A (rs200391019) [PKHD 1 [he o6Hapyxen
chr6:51947999G >A (rs137852944) [PKHD 1 |ne obHapyxen

4. OLeHNTe pe3yabTaThl CKpUHUHTA | TpMecTpa, KOro 13 nmammeH-
TOK HeoOxoauMo HanpaBuTh Ha UTT/I.
[Tauuenr 1:

FAY3 CO "KOU "Oxpaxa 3a0p0oBsA M M W pedenka”

WBype, yn ]

Komnnekc npeHaTansHo#i guarHocTuky | TpumecTpa

astraia

— COI N
AHamHes
ITrwveckan rpynna: Benan (Espona. cpeannn BocTox, cesep ADDRIG, NETHHOSMEIMEIHITNE CTRAHL)
KonwyecTeo popos: 2. Bec marepu: 71,9 &, Poct: 170.0 cm

Kypetine npu HacToRwed GepemennocTv: net. Caxapwwih auaber: met.
JAYATME: SCTRCTHEN HOE,
Nocneauwe mecAunsme 04 062021

3kcnepTHoe Y3M B I Tp.  flara 03.00.2021, KAL O3MP

¥3 ckanep: Voluson EB. SR OTpE L EETEETEOR

Cpox GepemenHocTH (CE) -no MM 13 Hen. + 0 axed -moKTP 13 man +0aeed
OfnapymnpaeTca G B

CepnewHan NBATENEHOCTE NNOGE DNPEABNRETCR, PHATMMSROS SCC nncga 153 yofin
Konunko-Temesmod paisep (KTP) 687 mm

TonywHa BopoTHUKOBOrD npocTpancTea (TEM) 2,30 mm

BeHoaHei nporox Pl 0,81
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M IMHOR

nnoga:

HOCTh HOCA: OTCYTCTEWE | THIONNAIMA;

AT oD

NP HMEAHKRANG NEPEAHEA CTEHKE MATIH MHTEPCTIMAN LR y3en d 11 wa d 12 wu

BHOXHMHA MAaTEPHHCKON CLIBOPOTKM

NaBopatophed Ne 18074539 KO O3MP

sanTa: 03.08.2021 ; 03.09.2021 Cap HA

CeoBogHan Sera-cyfuaaummua XM 2623 MEn ParkinElmer DELFIAXpress somvsaneHTHo 0,777 Mol
PAPP-f, 1,616 MEin PerkinEimer DELFIAXpress BwsanesTHo 0,567 Mol
PIGF 27,105 pgimi PerkinElmer DELFIAXpress scwsanesmro 1,103 Mol
Marounbie apTepud Pl 1845 ssmseaanesTHo 1,071 MaM
CpeaHee apTepuancHoe QaBneHue: 89,500 mm pr. CT. scmeepanesTHO 1,0461 MoM
[nuHa UBPBEWKANLHONO KaWana: 0 mm

Pacuer puckoe

FMF Omepatop: Daria Nikitiuk, FMF id: 213232

CoemoRue Baagawl puew Iy i ulj i

Towcomun 21 1w 161 1 w349

Tpweomus 18 1 w3403 1wy 425

Tpwcomun 13 1 w3 1262 1 w3 3600

TMpearnauncin 40 37 neaens SepewennocTr
Jnsepwnn pooTa ANOAA S0 3T Hea.
CamonpoM3soneHe PORs 50 34 HEQE s

1w 1255
11 640
11 646

Baacasil puce Ganeed (| ¥ PNCAR DOHOREN K T (37 neT). "]
(CROPPENTMROBAHSIR) PG - 3T IRCK HB MOWEHT NHDSAARHAR SN, PACTTRom =3 GomoBe S3ICH0TD PHCK, YIsTRASE}NDNSK MADKEFOR
ANGAA, KOETH HOCE NMOAE. YCC nnags) ¥ WETEDOE U (PAPP.A
[accounnposansi ¢ GepemenHocTs Banox A). free beta-hC BaTa-Cr B PIGF
[nnauenTapsuh dasop pocTall.
PACET PUCKDE NPOIMNAMNCHEN 1 JANEPNIN POCTA NG4S DCHOBAM 18 YaTS GEL YW
METORW, CROANDR 3P aprepwi, PIGF &
ENOHTASHLE POACE A0 34 HQENe P CR M3 0CHOBE CReay rapawe
EADQDHINHBCENE 1 DACKAMAYSCNND MAHEH MADRERON, WCNOMADBanHE 41 pacesTa Mok,
| BENHER y Te. BSC, POCT, KYEHAS, METIA STus # Ragurer.
PaceT peoea [} FMF-20 40w A B AR

"
wpote u PAPP-A B camopoTon kposu. Pack
Sue) MATEOH b AHHE LS ! METIA,

© yeuTom pAga

3 LTTY Froga (Fetal Me: UK Ragistred C!HM 1037T165). Pacuar
[WCKR MOAT CHNTATHCR ABACTRMTRNEHBIM TOMBED B S8, 800 ¥; T,
L8 FMF u ayawTa [ul ENHEDE
ENBLMAIWETOB HE CRATE: Wi elBIMBEKNG. o).
KontynsTanT KOU 03P HKoponesa KOs Banepsessa 5 /
~ _.‘_,.
[ManuenT 2:

rAY3 CO "Kau - Oxpaua Jnopoeb': Mmepu u peGenka”

r Exarcpembypr yn & 2

l Komnnekc npexaTanbHOi AuarHocTvkK | TpumecTpa

Rara pompewnn  05.12.1988 Bospact 35

Anamuea

Imweckan rpynnia; Benan (Espona, cpegHisi BocTox, cesep ADpHIH, NATHHOSMEPHKSHCIWE CTPaHE!)
Komwsectso pogos: 0. Bec marepu: 69,2 w1, PocT: 1650 cm.

Ky npu 6 HeT, Caxapwesl AKaGET: HET, XPOHWHECKAR NANEPTEHINA: HET.
JaaTve: BCTECTEEHHOE,

Nocneanwe mecayksie 09.03.2024

3kcneprHoe Y3U e | Tp. n.m oue.nn KOU O3mP

¥3 cxanep: Voluson EB. ausy

Cpox Gepemennoctm (CB) -nonm 12uqn + 6 ameit -noKTP 12 mea + 3 auedt
ObnapysmeaeTca 0SplHAR MATOHHAR

Cepaeunan AeRTENLHOCTE NNOAA ONPEABNPETCA, PUTMIHOS YCC nnoaa 150 ya v
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Konumeo-Temesnoi pauwep (KTP) 61.4 Mm

Tonuwna BopoTHMOBOrD NpocTpancTea (TBM) 2,11 mm

BewoaHwi npotox P 0,82

Mapkeps xpOMOCOMHON NATONOIMK NNOAA:

Kocms Hoca: onp - PuKy : HOPAA.

BHOXMMHA MaTEPUHCKON CLIBOPOTKM  Nabopatopwwi Ne 18111291 KO O3MP

saATa: 07.06.2024 07.06.2024 HA

Gera-cybeeqmmua XM4 16,11 ME/n PerkinElmer DELFIAXpress axamanexTHo 0,396 MoM
PAPP-A 2,841 ME/n PerkinEimer DELF 1,176 MoM
Mavounuie apTepun Pl: 1755 axsusanenHo 1,080 MoM
C P B2.417 nant pr. CT axauBanewro 09513 MoM
Mnuka UepEnKANLHOro KaHana: 45,0 mm

Pacuet puckos
FMF Oneparop: Ekaterina Kucheva, FMF Id: 106625

Cocmonnue Basossad pucx L o all) pucx
Tpucomus 21 1w 244 1 w3 4889

Towcouun 18 1m3 580 1 w2 11800

Tpucowma 13 1 w3 1853 <1 13 20000

n 40 37 megens 1w 454

Jazepas pocTa noRa A0 37 mea. 1w 531
Camonponisonsime poss A0 34 neaen 1 ma 2000

Basommil prc

¥ ANDAR OCHOBAN M3 CAEAYICWMY DaKTORAX BOIPSCT MaTepw (35 neT). Mnansuaydnusi
(CEODPECTURCBANMLA ) PWCK - 3TO Dass na MOMEHT i #B OCnone 6220800 Prcxa, YN TPAISYLOBMI MapLEpos
RNCAS, KDCTW wOCA ANGAS, MCC nnoaa) o (PAPP.A

ah Benc A), MMIWMWMWWW})
memm-wmnmummm

wareps, cpeanes WIWP-Anmm Mmmmml‘
wegens Ha OCnone BHBMHEY MATEDH # ANWHS Wekon wATIM
BuoduireTng # weguans 5 Ans packeTa MoM, CySETOM pRgE
L) mmmmmnm
Pacser pecaa € MNIatmiollmuanu_mu X
Songou M Nncas (Fetal Medicine Foundation, UK Charity 10371
» = o Registred Charity 166). Pacser
FMF » CAYPY BYAwTa :
i ; - ) fom. comcos
KoHCynerawT KAY O3mP Oxcana

5. Hanmumure acce Ha Temy «IIpeppiBaHne 6epeMeHHOCTH IIPpU Ha-
JIMYUM cuHapoma JlayHa y rioza: 3a v poTUB».

TecTOBbl€e BONPOCDHI

1. CranpapTHblii KOMILIEKC NMPEeHATAIbHOI auarHocTuku I Tpume-
CTPa MPOBOJUTCS B CPOKE OePeMEHHOCTH:
1. 7—8 Henenb.
2. 9—12 Henenb.
3. 11—14 Henenb.
4. 16—18 Hemenb.
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TecTOBblEe BOMPOCHI

2. IIpu npoenennu HUIIC B03MOKHO ompeaeauTb BbICOKHIl PUCK
JUIS1 TI10Aa:
1. Cunnpoma JlayHa.
2. CriMHaNIbHOU MBILLIEYHOU aTpOouu.
3. JIto00i1 XpOMOCOMHOI1 ITaTOJIOTHM.
4. BpoxXIeHHBIX IIOPOKOB HEPBHOU TPYOKMU.

3. Pekomenayemas m03a (poJimeBOil KMCJIOThI MPH NMPEKOHIENIMOH-
HOIi moroToBKe U B I TpuMecTpe GepeMeHHOCTH COCTABJISIET:
1. 200 MxT.
2. 400 MKT.
3. 1000 mxkr.
4. 4—5 mr.

4. O0cen0BaHME HA HOCHTEIbCTBO HACJEICTBEHHBIX 3200.JI€BaHMIi
Y CYNpYyroB peKOMeHIyeTcs:
1. ITpu naaHMpoBaHUU OEPEMEHHOCTH.
2. Ilpu HacTymIeHU OEPEMEHHOCTH.
3. B cpoke bepemeHHOoCTH 11—14 Henenb.
4. TIpu BBISIBJIEHUH Y TJI0J1a BPOXKIEHHbBIX TOPOKOB PA3BUTHSI.

5. MemuuMHCKAM TIOKa3aHUEM ISl IPepbIBaHUsS OepeMEeHHOCTH SIB-
Jisercs:

1. Hanuune MXA y mona mno pesyiaptataM Y3U B 11—
14 Henenw (yBenuueHue TBII, oTcyTcTBUe BU3yaau3aluu HO-
COBOI1 KOCTH).
2. U3MeHeHMe ypoBHel OMOXMMHWYECKHUX MapKepoB (CHMXKe-
Hue PAPP-A, noseimenue B-XI'Y).
3. Boicokuii puck cuHapoma JlayHa ro pesyasratam HUTIC.
4. Bce oTBeThI MPaBUJIbHBIE.
5. Bce oTBeTHI HETIpaBUJIbHBIE.

6. B kakom ciyuae nposenenue HUIIC ne pekomennyercs?

1. bepeMeHHOCTh TPOMHEIA.
2. Cpok 6epemeHHocTH 10—12 Henelb.
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MPOPUNAKTVKA BPOXOEHHOM 1 HOCEACTBEHHOW MATONOT MK

3. Hopmanbhsie pesynbrathl Y3U B 11—14 Henens.
4. bepemeHHOCTb B pe3yibTaTe DKO.

7. B cembe poauics pedeHOK CO CIIMHAJIbHON MbIIeYHO# aTpoduei
(CMA). /IuarHo3 noaTBepKaeH C MOMOIIbI0 TeHeTHIECKOr0 HCCIeI0Ba-
Hus. Cynpyru B OyaylneM IUIAHUPYIOT eTOPoOXIeHue ¢ nomompbio KO
JUJIS1 CHUZKEHHs pUCKa poxieHus pedenka co CMA. Kakoii meton ITTI
ONTHUMAJILHO MPOBECTH B ITOM CUTYyaIMU?

1. TIT'T-A.

2. III'T-CII.

3. III'T-M.

4. Ilposeaenue I1I'T s gaHHOTO 3a00J1€BaHUSI HEBO3MOXKHO.

8. Y KoHCynbTHpPYeMOii B aHaMHe3e NpexaeBpeMeHHble ponbl. Po-
qucs peoenok ¢ JALIIT. Cynpyru miaHupyioT aajiee IeTOPOXKIEHHE C 10~
Monipio DKO a1 cHukeHus pucka poxnenusi pedenka c JILIII. Kakoii
meton IITT onTtumabHO MpoOBECTH B 3TOM CHTyaIH?

1. TITT-A.

2. TITT-CII.

3. I[II'T-M.

4. IMposenenue I1I'T mi1st maHHOrO 3a00JI€BaHMSI HEBO3MOXKHO.

9. MeToa MHBA3UBHOW JIMATHOCTUKH, NMPH KOTOPOM HPOM3BOIUTCS
3200p NyNOBMHHOI KPOBH, HA3BIBAETCS:
1. ABX.
2. AMHUOILIEHTE3.
3. KopnooueHres.
4. [naueHTOOMOIICHSI.

10. ITpu kakom yposHe pucka no pe3yabTatam KII/I I TpumecTpa pe-
KoMeHayeTcs Hanpasyenne na UITJ1?
1. > 1:10.
2. 2 1:50.
3. > 1:100.
4. > 1:250.
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HeOHAOTA/IbHbIM
CKPOUHWNHT

BHenpenve B MEIUIIMHCKYIO TTPAKTUKY CKPUHUHTOBBIX IIPOTPAMM
SIBJISIETCS] BBIAAIOIIMMCST JOCTUKEHUEM MUPOBOTO 3APaBOOXPaHEHUS.
Heonamanwnwiii ckpunune (HC) — 310 MaccoBoe 00cCIenoBaHe HOBO-
POXIEHHBIX JAeTei, KOMIUIEKC MEPOTIPUSITUIA, BKIIOUAIOIIUii (hopMHU-
pOBaHMe TPYMITBI PUCKa T10 OMpeaeIEeHHBIM HACIeICTBEHHBIM HO30-
JIOTUSIM, BBISIBIIEHHE HauboJjiee pacrpoCTpaHEHHBIX HACAeACTBEHHBIX
3a00JIeBaHUI B JOCUMIITOMATUYECKOM CTaaIuM U OKa3aHMS CBOEBpE-
MEHHOI MeauIrmHcKoi oMo [100].

Llens HeonaranpHoro ckpuHuHra (HC) — auarnoctuka 3abojeBa-
HUS B €70 JOKJIMHUYECKUM MePUOoa U OpraHu3aliust Kak MOXHO 0oJiee
paHHeTo Havaa JedeHus. KommuecTBo ompenensieMbIX 3a001eBaHU
B pa3IMYHbBIX CTpaHax MuUpa KoJjiebaeTcsl, nocturaet a0 50 HO30J10TH-
yecKux (opM.

[Mepsbie HC 6wt BHenpeH B Hadase 1960-x rr. B CLLIA PoGepTrom
Maxkxkpunu u PobGeprom T'arpu B nuarHocTuyeckoil jabopaTtopuu
B OT/eJIe 3ApaBooXpaHeHus mTaTa Maccauycetc. OHU OpraHuU30BaIu
cOop 0J1aHKOB U3 PUIBTPOBATILHOI OYMaru ¢ CyXMMU IISITHAMU KPOBU
(dry spots) OT Kaxkaoro HOBOPOXKIEHHOTO C JaJbHEHIIINM TeCTUPOBa-
HueM ux Ha ¢eHunakeTonypuio (DKY), ¢ ncroab3oBanueM paspadbo-
TaHHOro I'aTpu GakTepuaabHOro MeToJa MCCAeAoBaHUS (peHutana-
HuHa (DA).
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BrepBbie ObLT IIpUMEHEH TaKOM OMOJIOrMYeCKUii MaTeprall, Kak MsiT-
Ha KanuJUIIpHOW KPOBU HOBOPOXKIEHHbIX, BBICYIIIEHHbIE Ha XPOMOTO-
rpacpuyecKoil Oymare 1 mepecbuiaeMble IO ITOYTe IJIS1 JaOOpaTOPHOTO
HCCeI0BaHMS B LIGHTPAIM30BAHHON JIabopaTopuu. DTOT METOJ TOJy-
YT IIMPOKOE pacTipoOCTpaHEeHHe, eT0 NCITONB3YIOT BO BCEX IporpaMmax
MAacCOBOro CKpMHMHIa Ha HacjienCcTBeHHBle 0ose3Hu odoMeHa (HBO).
B 1963 r. B MaccauyceTce ObLT IPUHSIT 3aKOH 00 00513aTEIbHOM TECTH-
poBaHUM HOBOpOXIeHHBIX Ha DKV, Bckope Takue Ke 3aKOHBI MOSIBU-
JIUCh B OCTaJIbHBIX 1ITaTaX. B koHiie 1960-X IT. pyTMHHOE TECTUPOBAHUE
Ha OKY 06b110 pacrpocTpaHeHO 1 Ha HEKOTOPbIe CTpaHbl EBPOITHI.

B paMkax MHOTHX TIpOTpaMM ITOSIBUJICS CKPMHUHT M Ha IpyTHe Ha-
CleICTBEHHbIe Ne(eKThl: TajJakTo3eMusl, 00Je3Hb ¢ 3aMaxoM KJIEHO-
Boro cuporia, romouuctuHypusi. C 1973 r. ocyiecTBisieTcss CKpUHUHT
Ha BpPOXACHHBIN Turtotnupeo3. B 1990-x rr., Oiarogapsi TaHAEMHOM
Macc-CITeKTPOMETPUHU TepedeHb MCCeMyeMbIX 3a00eBaHNI 3HAUM -
TEJIbHO PaCIIUPUIICS.

TepMuH cxkpunune («ripocerBaHue») Obu1 BBeneH B 1968 r. 1. Yuicon
u I'. FOnrHep. OH 03HauyaeT MpeanosoXKUTEebHOE BhISIBJICHUE HE JAua-
THOCTMPOBAHHOM paHee 00s1e3HU WK AeeKTa C ITIOMOIIBIO TECTOB, 00-
CJIeIOBaHWIA MW JIPYTUX TIPOLIEAYP, TatolInX ObICTphIi oTBeT [47, 100].

B cooTBeTcTBUM ¢ MEXITYHAPOTHBIMU peKoMeHaanssMu B PO mac-
coBoe o0cienoBaHue HOBOpOXIeHHbIX Ha PKY mpoBoast ¢ 1985 r.
(B CepuioBckoii odsactu ¢ 1991 1.). C 1993 r. cTanu BHEAPSATb CKPU-
HUHT Ha BPOXIEHHbII TUIOTUPEO3.

Hauvano nposenenust ckpuHuHra B P® Ha ¢enepalbHOM ypOBHE
(OKY u BpOXACHHBI TUMOTUPEO3) TOJOXWIAa TMporpamma «Jetu
Poccun». B pamkax peanusaiivv NMPUOPUTETHOTO HALMOHATBHO-
ro mpoekTa «310poBbe» (Mpukasd MuH3apaBcolpa3BuTus Poccuu
0122.03.2006 1. Ne 185 «O MaccoBoM 00CIeI0BAaHUN HOBOPOXICHHBIX
JeTell Ha HaclieICTBeHHBIe 3a00ieBaHMs») ¢ 2006 I. B HeOHATAIBHBIN
CKPUHMHT BHEIpeHa IMArHOCTHKA TaKMX 3a00JIeBaHU, KaK amIpeHO-
TeHUTAJIBHBIN CUHAPOM, TaJaKTO3eMUs U MyKOBUCIIUI03.

B 2021-2022 rr. B psine peruoHoB Poccun, Bkiouass CBepmioB-
CKyI0 00JIaCTh B paMKaX MWIOTHOTO MPOEKTa CTajl OCYIIEeCTBISTh-
¢ CKPUHMHT Ha CIIMHAJIBHYIO MBIIIEYHYIO aTpO(UIO M TepBUYHBIC
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nmmyHoaeduutel. C 01.01.2023 r. B Poccuu BHenpeH HeoHaTalb-
HBII CKpUHUHT Ha 36 3a6oneBanuii [31, 100].
OCHOBHbIE CBOMCTBA MPOrpaMMbl CKPUHUHTA!
1) ciemnoii (0e30TOOPHLIN) ITOIX0 K 00CIeOBAaHUIO;
2) MacCoOBBII XapaKTep 00CIen0BaHNUSI;
3) npodunakTudeckass HalpaBJIeHHOCTD;
4) nBYX3TaITHBIN MTOAXOM K JUaTHOCTUKE.

[lepBblii ATanm CKpUHWUHIA — 3TO OMNpeAeseHUE JIIoACeH C I0J0-
JKUTEJIbHBIMU pe3ysibTaTaMu TecTa, (hDOPMMPOBAHUE TPYINbl pUCKa
0 CKpUHUPYEMOMY 3a00JIeBaHUIO.

Bropoii aTan — noaTBepkaaroiasi AMarHoCcTUkKa U UCKIIOYEHUE
JIIONIEH C JIOXKHOTIOMOXUTEJIbHBIMU pe3yjbTaTaMu. CTpyKTypa mpoce-
MBAIOIIMX MPOrpaMM BapbUPYET B 3aBUCUMOCTHU OT UX LieJiel U BO3-
MoXKHOCTel opranu3aTopos [100].

B Hacrosiee BpeMst c(hopMyIMPOBAaHO HECKOJIbKO MEXIYHAPOM-
HBIX KpPUTEPUEB JIJIS OPraHU3alMy IMporpaMM CKPpUHUHTA.

1. 3aboneBaHue, Ha KOTOpOE HalleJeHa IporpaMma CKpUHMHTIA,
JIOJXKHO OBITh BaXKHOM MEINKO-COLMATBHOI MPO0JIeMOit U3-3a MOBbI-
IIEHHOM CMEPTHOCTU, CTpaJaHUil OOJIbHOTO, SKOHOMUYECKUX U CO-
LIMAJbHBIX U3IEPXKEK.

2. EctrecTtBeHHOe TeyeHMe 0O0JIE3HU MOJDKHO OBITh XOPOIIO M3Y-
YeHO, Y 3a00JieBaHUSI JOJKEeH ObITh HauyaJbHBI CKPBITHIA Mepuon
WIM JOJDKHBI ObITh ompenesieHbl (haKTOpbl pUCKa, KOTOPbIE MOX-
HO OBLIO ObI BBISIBUTH C UCMOJb30BAHNEM AUATHOCTUYECKUX TECTOB.
TecTbl TOMXKHBI ObITH BBICOKOUYBCTBUTEJNbHBIMUA U CIIELIM(PUUHBIMU
MO OTHOLIEHUIO K JaHHOMY 3a00JIeBaHUIO, a TaKXKe MpUeMJIeMbIMU
IJ1s1 00CyieyeMoro MHAWBUAYYMa.

3. O0s13aTeIbHBIM YCIOBUEM CKPUHUHTA SIBJISIETCSI BOBMOXKHOCTD
aJIeKBaTHOTO JIEYEHUSI UJIM MHOTO BMEIIATENbCTBA. AIEKBAaTHOCTD Jie-
YeHUsl ompenesseTcsl J0Ka3aHHON KIMHUYEeCKO# 3(h(heKTUBHOCTHIO,
3TUYECKOU 1 MPAaBOBOI MPUEMIIEMOCTBIO.

4. CKpMHUHT C MOCJIEAYIOIIMM MPOBeIeHUEM MEeIUIIMHCKOTO BMe-
1IaTeJbCTBA HA paHHE cTaauu 00JIe3HU JOJIKEH obecreurBaTh Jyd-
LM TTPOTHO3 7151 00JBHOTO, UeM ero JieueHue TPy TPOBEACHUN CUM-
nToMmoB 0ose3nu [48, 100].
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HeoHATANbHbIN CKOUHWUHT

Drambl MPOBENCHUS IPOTPpaMMBbl CKPMHHMHTA HOBOPOKIECHHBIX
Ha HacJIeZICTBEHHBIE 00JIe3HU M300pakeHbI Ha puc. 6.1.

| 3abop KPOBM Y HOBOPOXKAEHHbIX U3 NATKM |

U

MpoBeseHNe NepBUYHOTO CKPUHUHTA MO OMpeAeNeHNI0 COOTBETCTBYIOLLMX
nabopaTopHbix NokasaTenemn

U

| YTouHAwLWana AMarHocTUKa Bcex C/Ny4yaeB C NONI0XKUTE/IbHbIMU pe3y/ibTaTaMu |

{

| JleyeHue BbIABIEHHbIX 6ONbHbIX |

U

| MepuKo-reHeTn4Yeckoe KOHCy/Z1IbTUpOBaHME CeMbU |

Puc. 6.1. OTAMNbl HEOHATANIBHOIO CKPUHUHIA'

3a00p KpoBU Y HOBOPOXKIEHHBIX U3 IISITKM OCYILECTBIISIETCS B PO-
JIOBCIIOMOTaTeIbHBIX YUpexXIeHUSIX (TecT-0jJlaHK Ha (MIbTPOBaJIb-
Hyto 6ymary Whatman Ne 903 wm anamormusslii PerkinElmer 226).
JlomkHa OBITh JOCTYITHASL U TIPOCTAsl CUCTEMa TPAHCIIOPTUPOBKU BhI-
CYIIEHHBIX 00pa3loB KPOBHM, KOTOpas ITO3BOJIMT IPOBECTU aHAIU3
M HayaTh JIeYeHUE B KOPOTKME CpOoKHU. Jlajee ciienyeT ObICTpoe MpoBe-
JIeHNe TIEpBUYHOIO CKPMHUHTA 110 OIIPEIeIEHUIO COOTBETCTBYIOIINX
J1abOpaTOPHBIX TTOKa3aTeJIeH.

Takoit aHanu3 ngenaercs B 1a00paTOPUSIX MEINKO-TeHETUIEeCKIX
KOHCYJIbTAllMi, UMEIOIIMX COOTBETCTBYIOIIee obopynoBaHue. ITocie
3TOTO 15T BCEX CITyYaeB C TOJIOKUTEILHBIMU PE3YIbTaTaMU BBITIOTHS -
eTcsl TMarHOCTUKA.

JleueHue BBISIBIIEHHBIX OOJIbHBIX OCYIIECTBIISIOT BpauYn-TeHETUKH,
HEOHATOJIOTU, TeAuaTpbl U SHAOKPUHOJOIU. 3aBepllalollvuM 3Ta-
noM HC momkHO OBITh MEIMKO-TE€HETMYeCKOe KOHCYJIbTUPOBAHUE
ceMmbH [48, 100].

YyacTHUKM HEOHATAJIbHOTO CKPMHUHTA:

1) pomoBcrioMoraTe/IbHble YUPEXKICHUS U TTOJTUKINHUKHU 110 Me-
CTY >KUTEJILCTBA (3a00p KPOBM U TPAaHCIIOPTUPOBKA B 1abopa-
TOPUIO);

' Pucynoxk Kynpsisuesoii E. B.
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2) MEeIUKO-TeHETUUYECKHUE LIEHTPbl M KOHCYJbTalluKU (MpoBeie-
Hue 1-ro 1 2-ro 3TanoB CKPUMHMHIA, KOHTPOJIb 3a JICUEHUEM,
MEIUKO-TeHETUIECKOe KOHCYJIbTUPOBAHUE CEMbBH );

3) pedepeHc-LeHTPHI (MOATBEpKAaOIIasl IMAarHOCTHKA, 1abopa-
TOPHBIN KOHTPOJIb KaUeCTBa, KOHTPOJIb Ka4eCcTBa JICUSHUST);

4) MexayHapoJHasl CeTh MPOrpaMM CKPUHUHTA (BHEIIHUI KOH-
TPOJIb KauecTBa).

HeoHatanbHBINM CKpUHWHT TIPOBOIWTCS Ha CIICAYIONINE 3a00JIeBa-
HUS: KIaccmieckas (DeHMITKETOHYpHS, MyKOBUCIIUIO03 (KUCTO3HBIMA
(pubpo3) ramakTozeMus, BpOKICHHBIE alpeHOTeHUTAIBHBIC HapYyIIe-
HUS, BpOXKIEHHBIN TUTTIOTUPEO3.

Pacmmpennblii HeoHaTaiabHblii ckpuaunr (PHC) Ha BpoXIeHHBIE
WM HACJIeACTBEHHBIEC 3a00JIeBaHNSI OCYIIECTBISIETCS METUITMHCKUMU
OpraHM3alMsIMM, OINpeAeJeHHBIMU MPUKa3oM MUHUCTEpCTBA 3apa-
BooxpaHeHus Poccuiickoit ®enepaunu ot 21 anpenst 2022 r. Ne 2740
«O006 yrBepxaeHuu Ilopsinka okazaHus MEAVMIMHCKON MOMOIIW Ma-
LIMEHTAaM C BPOXIEHHBIMU U (WUJIM) HACJAEACTBEHHBIMM 3a00JIeBaHU-
aMmu». [Tpukas Ne 2471 noapasaenseT o0cefoBaHNe HOBOPOKIEHHBIX
Ha JIBa BUJa: HEOHATAJIbHbIM CKPUHUHT U PacllIUPEeHHbII HeOHaTallb-
HBII ckpuHUHT [31, 100].

PacimpeHHBIIT HeOHAaTaTbHBI CKPUHUHT TIPOBOAUTCST HA CIIEIY-
fonre 3ab01eBaHus:

1) amuHoauuaonaTuu: (heHWIKETOHYpHs, JEUIIMHO3, TUPO3U-
Hemus (I Tum), OUTPYJTMHEMUSI, TOMOLUUCTUHYPUS, apTy-
HUHEMMS, HEKETOTMYEeCKasl TUMEPIIMIUHEMUsI, TUTIEPMETH -
OHMHEMUSI, HEAOCTAaTOYHOCTh OPHUTMHTPAHCKapOaMUJIa3hl,
HEI0CTaTOYHOCTh KapbaMouidocdar CUHTETa3bl;

2) opraHMYecKHe aluuIypuu: MPOMUOHOBAsI alUAEMUsI, METUII-
MaJIOHOBasl aluaypusi, MeTUJIMaJIOHOBas aluAeMUs], HU30-
BaJlepyaHOBasl aluAeMUs, TJayTapoBasl auuaemus, Ttam I,
MHOXECTBEHHasl KapOoKcuaa3Hasi HeJOCTaTOUHOCTb, Hello-
CTaTOYHOCTb OMOTUHUAAZHI;

3) HapymieHnsT oOMeHa XUPHBIX KUCIIOT: TIepBUIHAS KapHUTH-
HOBasl HEMOCTATOYHOCTD; CpeaHelernodeyHas anmi-KoA me-
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rugporeHasHast HemocratouHocTh (MCAD); oueHb IJIMHHO-
tenoveyHas auuii-KoA neruaporeHasHasi HEAOCTATOYHOCTh
(mnecpuur oveHp HIMHHOLIeNIoYeyHON amui-KoA-aeruapo-
reHa3sl (VLCAD); miunHonenoudeuHas 3-OH anwmin-KoA
JEerMaporeHa3Hast HeOCTaTOYHOCTh (AeUIIUT JTMHHOIIETIO-
yeuyHoit 3-OH auwn-KoA-geruaporenassl (LCHAD); Heno-
CTaTOYHOCTb MUTOXOHIPUATBHOTO TPUMYHKIIMOHAIBHOTO
0esiKa; HeAOCTaTOYHOCTh KAPHUTHUH NaJbMUTOUNTpaHCchepa-
3bl, TUIT |; HETOCTATOYHOCTh KAPHUTUH TaJbMUTOUITPAHC-
(depasbl, Tun II; HEAOCTATOYHOCTh KApPHUTWH/allUJIKAPHU-
TUHTpPaAHCJIOKa3bl; TyTapoBas atuaemMust, Tumn I1;
4) cimHanabHas MbledHas atpodpus (CMA);
5) nepBuyHble UMMYHOAeduIuThI [ 100].
®OI'BHY «Menuko-reHeTHYeCKUi HayYHBbI LEHTP UMEHU aKaje-
muka H.II. bBoukoBa» (r. MockBa) BhIIOJHSIET (DYHKUIMU pedepeHc-
HOTO LIEHTpa, MPOBOMSIIETO IMOATBEPKIAIOIIYIO TUATHOCTUKY TpU
PHC Bo Bcex peruonax P®.
B3zsiTrie 00pa3iioB KpOBU OCYILECTBIISIETCS HA IBa TeCT-0J1aHKa, KO-
TOpPbIE BBIIAIOTCSI MEAMKO-TEeHETUUECKON KOHCYIbTaluel (LIEHTPOM).
Tect-6aHK ¢ 5 mATHAMM KPOBU MCIIOJb3YyeTCs ISl 1abopaTop-
HOTO HUCCIIeIOBaHUsI 06pa3lioB KPOBM HOBOPOXAEHHBIX B paMkax HC
Ha BPOXIEHHBIC WJIM HACJeICTBeHHBIE 3aboieBaHMs. TecT-OJaHK
¢ 3 mITHAMM KPOBU MCIOJIB3YETCS TS TAOOPATOPHOTO MCCIIETOBAHUS
00pa3lLoB KpoBM HOBOpOXAeHHBIX B pamKax PHC Ha BpoxxneHHbIe
WY HACJIeNCTBEHHBIE 3a001eBaHMS.
3a00p 00pa31oB KPOBU OCPYT M3 MITKU HOBOPOXKISHHOIO 4yepes
3 4. mocyie KOpMJeHUsI B Bo3pacTe 24—48 4. 3Ku3HU (Ha 2 CyTKU) y 10-
HOILIEHHOTO M Ha 7-¢ cyTku (144—168 4.) XKU3HU y HETOHOIIEHHO-
ro pedbeHka. TecT-0J1aHKM €XEIHEBHO COOMpPAIOTCS U MPOBEPSIIOTCS
Ha KauyecTBO B3SITUSI KPOBU M MPaBWILHOCTb UX 3arlOJIHEHUSI OTBET-
CTBEHHBIM MEIMUMHCKUM pabOOTHUKOM, Ha3HAYEHHBIM PYKOBOIUTE-
JIeM MeIMUIMHCKOM opranu3auuu [100].
Hanee mpenctaBieHa WHGbopMaIusg 00 OCHOBHBIX HO30JIOTHSIX,
BKJIIOUeHHbIX B porpammbl PHC.
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OpraHnyeckme aumgypun, aungemmm 1 AMMHOALMAOONATIM

OpraHuyeckue
auuMaypuu, aumaemMmm
U aMUHOALMAONATUMU

Opeanuueckue ayudypuu (OA), opeanuueckue ayudemuu u amuHo-
ayudonamuu (AA) — >To rpylmna HaClIeICTBEHHBIX 00e3Hel oOMeHa
(HBO), xapaxrtepusytolasicss HapylleHueM oOMeHa aMWHOKUCIIOT,
OpPTaHMYECKMX KUCJIOT M UX METaOOJIUTOB, OKA3bIBAIOIINX TOKCHYE-
CKOe JelCTBME Ha pa3JIMYHble opraHbl U TKaHu, ocodenHo LIHC. fB-
JIoTes  (DEPMEHTONATUSIMU, C AayTOCOMHO-PELECCUBHBIM TUITOM
HacJiefoBaHMsI. DTO camble YacThle 3a0oeBaHus1 U3 rpynmnbl HBO, n3-
BEeCTHO Ooitee 65 3aboneBaHuil 3TOi rpynIibl. YacToTa OpraHM4ecKux
atunypuii coctasisgeT 1:10000—1:35000 HOBOPOXIEHHBIX, CyMMap-
Hasl yactota — okoJ10 1:3000 B oO1ieit omyIsumn.

Opeanuueckue auyudypuu (OA) odycioBlieHbI 1eeKTaMu OMOXUMMU--
YECKUX KACKaJIOB OKUCJICHMSI YIIIEBOAOB, AMUHO- U KUPHBIX KUCIIOT,
BEIYLIMMU K HAKOTIJICHUIO OPTaHUYECKUX KUCIOT B TKAHSIX U 3KCKpe-
UM UX C MOYOU. Amunoauudonamuu (AA) oOyCIOBIEHBI HEIOCTATOU-
HOCTbhIO (hepMEHTa UJIM TPAHCIOPTHOTO OejKa, YYacTBYIOIIEro B 00-
MeHE aMHUHOKUCIIOT.

Opeanuueckue ayudypuu (OA) — 3TO KU3HEYTPOXKAIOIIUE, MYJIb-
TUCUCTEMHBIE 3a00JIeBaHUS, IUIST KOTOPBIX XapaKTepeH KIMHUYECKUIA
noaumMop@dusM, 1000 Bo3pacT MaHU(PECTAMU. YCIOBHO BBIACSIOT
2 (hopMBI: OCTpast HEOHATaIbHAs U XPOHUUYECKAS C IIO3THUM AeOI0TOM.

Knaccuueckue OA — 3T0 MyJIBTUCHUCTEMHBIE 3a00J1€BaHUSI, 111 KO-
TOPBIX TUIIUYHO TTopaxkeHure LIHC, mmouek, momKkenynouHoM XKee3sl,
MeYyeHu, paHHee Hayajlo, MPUCTYIbl METa0OJIMYECKO AeKOMITeHC Ca-
1 (MPOMMOHOBAsST, METUIMAJIOHOBAS ALIUAYPUN).

Knuaunueckue nmposiBieHus «kjaaccuueckux» OA:

1) ocTpoe Hauajo;

2) MaHudecTalrsi 0OBIYHO BO MJlafeHYecKOM Bo3pacTe (¢ 1 He-
ey 1o 1 roma >Ku3Hu);

3) anu301bl OCTPOM MHTOKCUKALIMU (PBOTA, MBILLIEYHASI TUTIOTO-
HUsI, YTHETEHUE CO3HAHMSI 10 KOMBI, CYIOPOTH);
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4) mmoxasi mprOaBKa MaccChl Tejla, IIpo0JIeMbl KOPMJIEHUSI, PBOTA,
UKOTa;

5) 3IIMP (3amepxxka MCUXOMOTOPHOTO Pa3BUTHS) U YMCTBEH-
Hasl OTCTaJOCTh;

6) ocoObIit 3a1Tax Tejia/MOuH;

7) mopaxkeHue KOXU U aJloTelusl;

8) rematomeranus;

9) KapaINOMHUOIIATHS;

10) XIIH;

11) ocTpblii MaHKpPEaTUT;

12 aTpodus nucka 3purenbHoro Hepna (JI3H);

13) yepenmHo-IMIIeBbIe JU3MOPDUH.

ILlepebpanvrvie OA OTIMYAIOTCS IOpPaKEHUEM HCKIIOUUTEIHHO
LIHC, maHudecTaimeii B mo3nHeM I€TCTBE, TOAPOCTKOBOM M B3pOCIOM
Bo3pacTte (rorapoBas auuaypus 1, 6one3ns Kanasan) [31, 48, 100].

Metabonnueckuii Kpus npu OA conmpoBoOXIaeTcsl TUIepaMMOHU -
€MHUEN, KOTOpass HOCUT BTOPUYHBIMA XapakTep.

JlabopaTopHble TecThl 1151 AuarHocTuku OA, AA:

1) ompeneneHre auMJIKapHUTUHOB X aMUHOKUCIOT MeTonoM TMC;
2) omnpeaeneHue OpraHnYeCcKuX KUCIoT B Moue meTogoM [ X/ MC;
3) ompeneneHre aKTUBHOCTU (hepMeHTa.

MonekynsipHo-TeHeTnuyeckasi nuarHoctuka OA 1 AA BKIIIOYaeT:

1) oOHapyxXeHMe YacThIX MyTallUii B OIIpeIeICHHOM I'eHeE;
2) MOJIHBIN aHau3 TeHa (cekBeHupoBaHue 1o CeHrepy);
3) manenu reHoB (NGS);

4) moJIHOE 9K30MHOE/TeHOMHOEe ceKBeHUpoBaHue [31].

ITaToreHeTnyeckasi Tepanusi BKJIIOYaeT Ha3HAUeHUE HU3KOOETKO-
BO IMETHI, MPUMEHEHUE CIelMaIu3uPOBAHHBIX MPOAYKTOB (CMecu
AHOMAaJIbBHOTO MAaTOYHOTO KpOBOTEUYEeHUsI Oe3 MaTOreHeTUYecky 3Ha-
YUMbIX aMUHOKUCIOT). OCHOBHBIC MPUHLUIIBLI AUeThI Tpu OA: yacTbie
JIpOOHBIE KOPMJIEHUST, N30€raTh rOJ0AaHMS 1 KaTaboau3Ma.

Juera HazHavyaeTcsl MOXKU3HeHHO. [Toka3aHo ycuieHre BbIBeIeHUs
TOKCUYHBIX TIPOMEXKYTOUHBIX IMPOIYKTOB, HAITIpUMEpP, Ha3HAUYeHUE Kap-
HutuHa 1ipu [1A, MMA, runimHa — nipu MBA, kodakTopoB — B12,
OMOTHH U JIIp.
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IIpu pa3Butuy META0OIMUYECKOTO KpHU3a HEOOXOArMMa MHTEHCUB-
Has Tepanusi. [TokazaHo He3aMeIIUTEIbHO MPEeKPaTUTh SHTEPATbHOE
NUTaHWE UCTOYHUKAMU HATypaJIbHOTO OejiKa, MaKCUMaJIbHO OBICTPO
Hajmaguth BHyTpuBeHHOE (LIBK) obecrieueHune 1oKo30ii, MpoBeCTU
KOPPEKILUIO KUCIOTHO-IIEIOYHOTO COCTOSIHUS (pPacTBOPHI CoJieid, Ou-
KapboHara Hatpusi) [2, 47, 100].

QeHnnkeToHypUs

Tunepgpenunansanunemuu (I'CA) — rpymiia ayTOCOMHO-PELIECCUB-
HbIX 3200JIeBaHU, OOYCIOBJICHHBIX HapyllleHMeM OOMeHa He3aMe-
HUMO# aMUHOKUCIIOTH (heHMIagannHa (PA), mocTymaroleii B opra-
HU3M YeJIoBeKa C O€JIKOBOI MUILICH.

lunepdeHunataHMHEMUN OOBEAUHSIOT HECKOIbBKO T€HETUUECKU
reTeporeHHbIX opm HapyiieHuit ooMeHa MDA, cXOIHBIX MO KJIUHU-
YECKUM TMpU3HAKaM: (DEeHWIKETOHYPUS U HapyllleHUsl oOMeHa TeTpa-
TUApOOHONITEpUHA.

Denunxemornypus (PKY, enurnuposunoepadnas onsucoppenus) —
DA, 00yc0oBIEHHASI HEAOCTATOUHOCTBIO aKTUBHOCTH (hepMEeHTa Te-
yeHu eHmnanaHuHTuapokcuiassl (PAI). B pesynabraTe MeTaboam-
YecKOoro 0JioKa B OpraHu3Me MpOUCXOIUT 3HAUUTEIbHOE HAKOILJIEHUE
(peHMNaNaHMHA, a TaKXKe APYTMX €ro MPOU3BOAHBIX: (DEHWINUpPYBaTa,
(peHunauerara, (peHUIaKTaTa, YTO MPUBOAUT K rmopaxeHuto [LITHC.

Hapymenus obmena terparuapodbuonrtepuHa (BH-geduuntHas
['®A) — rereporeHHas rpynmna 'DA-cocTosiHUi, BbI3BAHHBIX Je(hU-
LIUTOM OJHOTO 13 (hEPMEHTOB, YUACTBYIOIIMX B LIEMTU OMOXMMUYECKUX
npeBpaleHuii rerparuapoounonrepuna (BH) [2, 47, 93, 100].

Yacrtora DA (rurnepdeHnnaiaHuHEMII) CpeIn HAceIeHUs TIaHe-
ThI 3HAUUTEJILHO BapbUPYET B 3aBUCUMOCTU OT MOMyJsiuu: ot 1:4 370
B Typuuu no 1:80500 B Anonun. HanbGoblnas pacnpocTpaHEHHOCTD
3a0oJsieBaHNE OTMEUYEHA Cpelu eBporeoraHol packl. B Poccuu no gjaH-
HBIM HeOHaTaJIbHOTO cCKprHMHTAa yactota MDA cocrasister 1:7000 u ko-
JIeOJIETCS B pa3IMYHBIX pernoHax, exxeronHo B PMD B pamkax HC BbIsiB-
nssetcst 250—300 HoBbIX ciydaeB (1o JaHHBIM (poHaa «Kpyr modpa»).
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OKY accouunmpoBaHa ¢ reHom PAH

Haiineno 6onee 400 myranuuii B 3TOM reHe, HanboJjee pacipocTpa-
HeHHas 13 KoTopbix R408W. Ot Buaa MyTtanuu TakxKe 3aBUCUT YpO-
BeHb DA U TOJIEPAHTHOCTH K HEMY Y pa3INyHbIX TTalueHToB [93, 100].

[Mpumepro 98 % cnyuyaeB nipu DOKY HabiomaeTcss OTCYyTCTBHE
WM CHUXXKeHME akTUBHOCTU (pepmeHTa DATL, mpeodpasyromero A
B TUPO3UH, Beayllee K nosbieHuo MA B opranuzme. GA meTtabdo-
JM3UpyeTcsa B (DeHWIKETOHBI: (peHwmIaleTaT, (beHwImupyBaT u ¢e-
HUJI3TaMUH, KOTOpble U BBIIESAIOTCS ¢ Movoil. IIpu sTom Habsto-
naercs AeULUUT TUPO3UHA, KOTOPbIA HEOOXOAUM Jisi OMOCHMHTE3a
HEHPOTPAHCMUTTEPOB JOMaMUHA, TOPMOHOB IIIUTOBUIHON XXeJe3bl,
a TaKkKe MUTMEeHTa MeJITaHMHa.

B Hactosiiiee BpeMsi U3BECTHO HECKOJIbKO T€HETUYECKU TeTepo-
reHHbIX (popm BH—aedunmtHeix DA (ycrapeBilee Ha3BaHUE «aTH-
nmuyHasg OKY»):

1) BH4-nepunurnas I'DA (tun A), oOycjoBJIeHa HeAOCTa-
TOYHOCTBIO 6-TIMpyBoMITeTparuapontepuHcruHTassl (PTPS)
(reu PTS);

2) BH4-nepunutHas 'PA (tun B) oOyciobieHa HelnocTaTou-
HOCTBhIO TyaHO3UH-3-(ocharuuknorunpoia3sl 1 (GTPCH)
(ren GCHI);

3) BH4-ngepunutaast T®A (tun C), obycioBiieHa AedULIMTOM
auruapontepuanHpenykrassl (DHPR) (reH QDPR);

4) BH4-nedpuuntHasg T'PA (tun D) oOycinobieHa peduim-
TOM TITepUH-4-a-KapouHoaaMmuHaeruaparassl (PCD) (reH
PCBD);

5) JO®DA-3aBucumasi IUCTOHUSI, 0OyCIOBIeHa Ne(UIIUTOM Ce-
nuantepuHpenykrassl (SPR), yenoBHo Bxogut B rpynny DA
(ren SPR);

6) TDA 6e3 nedpunmra Terparnapoduonrepra (reHsl DNAJC12,
DNAIC12).

Oco0eHHOCTBIO JaHHBIX (hOpM SIBJISIETCS TSKesaoe TeueHue 3a00-
JIeBaHMSI, CBSI3aHHOE C TeM, YTO TeTParuapoNTepUH UTPaeT BaKHYIO
POJIb B CHHTE3€ TAKUX HEMPOMENMATOPOB, KaK CEPOTOHWH U TOTTAMUH.
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Knuanueckue nposieieHus @KV 3aBucSAT OT CpOKOB Havaa Te-
panuu, BuAa MyTalMH, CTEMEHU CHUXEHMSI aKTUBHOCTU (epMeH-
ta DATI. be3 addekTnBHOI Tepanuu y OONBIIMHCTBA MALlEHTOB
¢ TsekeabiM aeduiurom MAI, u3BecTHBIM Kak Kiaccudeckas OKY,
pa3BUBaAETCS TSXKeJIoe MopakeHUe HEPBHOM CHUCTEMbI, TIPU CBOEBpE-
MEHHOM HauaJjle Teparuu eCTb BO3MOXHOCTh U30€XKaTh BbIpa’keHHBIX
KJIMHUYECKUX TposiBeHuid 6one3nu. [lpu poxaeHuu v B TepBble
Henenu xu3Hu netu ¢ ®KY He oTanyaroTcst oT 310POBBIX HOBOPO-
JKIEHHBIX, HO TIOCJIe 2 MECS1IeB XKU3HU BO3MOXHO MOSIBJIEHNE TIEPBbIX
CUMIITOMOB, TaKUX KaK BSIJIOCTb, TOBBILIEHNE MBIIIEYHOTO TOHYCA,
runeppedekcusi, ppota, cynoporu. Ha BTOpoM MOJyroauu >Xu3Hu
JUATHOCTUPYETCS OTCTaBaHKWE MCUXOMOTOPHOTO Pa3BUTHSI, BO3MOX-
Ha yTepsl paHee NMpUOOPETEHHBIX HaBbIKOB. Pa3BrBaeTCs yMCTBEHHas!
orctasiocth (IQ penko 6osee 20). XapaKTepHbl NU3MEHEHUSI HACTPO-
€HUs U TIOBEJEHUS B BUAE CMHIpOMa AeduliMTa BHUMaHUS U TUIle-
PaKTUBHOCTU. B yeTBepTH ciayyaeB pa3BUBAETCS CUMIITOMaTUYECKAsI
SMNUJIETICUSI B BUJIE MAPOKCU3MOB 11O TUITY MH(PAHTUIbHBIX CI1a3MOB,
MOTYT HaboaaThes adbcaHchl. [TpUCTYIIBI TSKEI0 MOAAAIOTCS aHTH-
KOHBYJIbcaHTHOU Tepanuu. [Ipu ocMmoTpe BhISIBIISIETCS MUKpolieda-
JIUST 332 CUeT 3aMeJJICHMSI pocTa roJlIoBHOro mosra. HapyiieHue ¢du-
3MYECKOT0 Pa3BUTUSI, KaK TMPaBUIO, OTCYTCTBYeT. ¥ OoJiee cTaplinx
JeTell CHUXKEeHA MUTMEHTAlMsT KOXKHBIX TOKPOBOB, MOTYT OBITh 3K3¢-
MOIIOOOOHbBIE M3MEHEHMSI, BOJOCHI CBETJIbIE, IIa3a Troiyobnle. M3-3a
MBIIIIEUHON TUMEPTOHUM AETU MPUHUMAIOT OCOOYI0 CUISIYYIO T03Y,
MOJKaB MOJ1 ce0s1 HOTM — «I103a IMOPTHOT0». Bo3MoXHa arakTruueckas
noxoaka. OTMeyaercs: crieuu(UIECKU «MBbIIITUHBIA», «3aTXJIbIN» 3a-
nax u3-3a BblIeJeHUs ¢ MOYOI OOJIbILIOro KOJIMYECTBa 1epruBaTOB (he-
HutananuHa [47, 93, 100].

IMpn BH—nmedpummtabX [PA (aTMmIIHBIX (hopMax) mpeodragaroT
TsIXKeJ1asl yMCTBEHHas OTCTaIOCTh, CITACTUYECKUM TeTpanapes, TOHUKO-
KJIOHMYECKWE MPUCTYMbI, TUIIEPBO30YIMMOCTh, IKCTpaNupaMuIHbIe
CUMIITOMBI (XOpeudOpMHbIE TUMEPKUHE3bl), HApPYILIEHNE MOXOIKH,
TPEMOp, aTakcus, pacCTpOMCTBa TJOTaHMSI, TMIepcalvdBallMsl, Ha-
PYLICHUSI TEPMOPETYJISLUU, TCeBOOYIbLOAPHBIE PACCTPOICTBA, OKY-
JjorupHble Kpusbl. CrTeneHb TIXKECTU KIMHUYECKMX MPOSIBICHUN
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y JIeTeil U B3pOCbIX BapbupyeT. TeueHue 00JIe3HU MPOrpeccupyro-
mee [2, 47, 93, 100].

I'maBHBIM KpuTepueM AUarHocTuku [' DA aBisieTcs MOBBILIEHHOE
comepkaHue (eHWIaJaHNHA B KpOBHU BhIIIe 2 MT % (120 MKMOJIB/TT),
KOTOPBII OIpenesieTcss B TIEpPBYIO odyepenb TPW HEOHATaJTbHOM
ckpuHuHre. OOLIENpUHIThIE pedepeHcHble 3HaueHuss MDA KpoBu
0—120 mxmoub/1 (0—2 Mr %).

B 3aBUCHMOCTH OT TSIKECTU U MaKCUMaJIbHOW KOHIIeHTpaluu MA
B KPOBH BBIIEJISIOT JIETKYIO, YMEPEHHYIO WU TSLKeNyio hopMbl DA,
OT YeTOo 3aBUCHT TaKTHKA BeJIeHUs MmareHTa (puc. 6.2).

JNerkas popma MPA

CpegHssa dopma [PA

Taxenasa dopma MPA

@A 120-360 mkmore/n

@A 360-1200 MKkmore/n

®A > 1200 MKMOrB/N

L

U

U

HaGmronieHHe 1 IpoBe/IeHHe
1 deperImaTbHOMR
JHarHocTHKH. CTpororo
JIHETHIECKOTO JIeUeHH S TIPH
9TOil He HazHayaroT. [TalueHTsl
JIO/DKHBI HAXOHTBCS IO
CHCTEMATHYECKHM
HaOMONIeHHeM Bpava ¢
KOHTpoeM ypoBHI DA KpoBH

Codmonenue
THIO()eHHIaTaHHHOBOH JIHETEL,
TIPOBE/ICHHeE TecTa Ha
YyBCTBHTETBHOCTD K
CHHTETHYECKOMY aHAIOTy
TeTPArHAPOGHONTEPHHA —
«CarnponTepuHy» ¢ IIeIbI0 ero

Ha3HAYEHHS COBMECTHO C JIHETOH.

Codmoerne cTporoit
THIIO()eHH A TaHHHOBOI JHETHI, B
HEKOTOPBIX CIydasx (Iocre
OIpeieTTeH s TeHOTHIIA)-
IpOBeJIeHHe TeCTa Ha
YYBCTBHTEIBHOCTD K
«CanponTepuHy» ¢ Lelbio
BBISIBIICHHSA HOTCH“HZJBHOﬁ
YyBCTBHTETBHOCTH MAlIHEHTa K

Ko()aKTOPHOIi Teparmim

Puc. 6.2. Dopmbl (cTeneHu TaxkecTu) TOA’

IMocne nmonydyeHUs TTOJOXUTENbHBIX PE3YJIbTATOB HEOHATAJIBHOTO
CKPUHUHTA C TOBBIIIEHHBIM YpoBHeM (DA, HOBOPOXIECHHOIO HEOO-
XOJAMMO He3aMeIJIUTEIbHO HAIIPaBUTh K CHICHNANTUCTY (TEHETUKY, Te-
IMaTpy) IJIs Ha3HAYeHMs IMaTOTCHETUYECKOM Tepallny, IPOBEICHUS
MOATBEPKAAIOLIEH IUArHOCTUKM, OOYYEHMSI M KOHCYJIbTUPOBAHUS
CeMbM, OpraHM3alMy AajbHelinero HadmoneHus. HoBopoxaeHHbBIM
JIETSIM C TTOBBIIIEHHBIM ypoBHeM (DA 1o pe3ysibTaTaM MepBUYHOTO Te-
cra mig moaTBepxaeHus DA u @KY npoBoasiTcs TOBTOPHOE OIpe-
nenenue (perect) coaepxaHusi MDA B KpOBU U MOJIEKYJISIPHOE TECTU -
poBaHMe Ha YacTble MyTanun B reHe PAH. IMonrBepxkmatomass DA
wim ®OKY BkIOYaeT MOJIEKYJISIPHO-TEHETUYECKUE HUCCISA0OBAHMS,
omnpeneneHne KoHueHTpaunn MDA B muiasme KpoBU, OIMpeaesieHue
OuomnTeprHa U HEONTepUHA B MOYE.

' Pucynoxk Kynpsisuesoii E. B.
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Jleuenne HoBOpOXAeHHBIX ¢ DKY ciemyer HAUMHATE 10 TOCTUKE-
Hus Bo3pacTa 10 nHelt. 3amepkka Havasia JIeUeHUsT Ha Kaxble 4 Hee-
JIM TIpPUBOAUT K CHIDKeHUIO Imokaszarens 1Q mpumepHo Ha 4 Oaa.
PekoMeHayeTcst BceM maluueHTaM HauuMHAaTh JieYeHHe, KOrua KOHIEH-
tparusa @A B KpoBu > 360 MKMOJIb/JT, 4TOOBI M30eXKaTh OTPHUIIATEITb-
HOTO BO3/IEMCTBUS MOBBIIIEHHOTO coaepxkaHus A u ero metabosu-
TOB Ha HepBHYIO cucteMy. Benenue manuenToB ¢ DA npenmosnaraer
MYJbTUIUCUUIUIMHAPHBIN Tioaxod. Ilpu moaTBepxkaeHUM IMarHosa
HOBOPOXKJIEHHbBIM MEPEeBOAUTCS Ha CIELIMATbHOE UCKYCCTBEHHOE TH-
TaHUe CO CHIKEeHHBIM conepxkaHueM MA. KoHTpousb ypoBHS (heHMIa-
JJaHWHa B KPOBM Yy NeTeil M0 3 MecsiieB IpoBOAUTC 1 pa3 B Hememo,
npanee 1 pas B 10 nHeit, ¢ 1 roga xxu3Hu 10 6 jgeT — He pexe 1—2 pas
B Mecs1l, ¢ 7 J1eT U cTapiie — He pexe 1 paza B 3 mecsauna [2, 47, 93, 100].

Tak xak DA sBISIETCS COCTaBHOM 4YacTblO BCEX IMUIIEBBIX Oe-
KOB, U3 TIUTAaHUS UCKITIOYAIOTCS IMIPOAYKTHI C BBICOKMM COIEepKaHUEM
OeJIKOB: MSICO, pbl0a, MOJOYHEIE, Si110. YTOOBI HE BO3HUK JeMULIUT
HEOOXOMMMBIX aMMHOKUCIIOT, C TWIIEH YIOTPeOIsSIeTCS UX CMeCh:
oenkoBbie Tuapoan3atel (Hodenan (IMonpmra), Amontu (CILA), Jlo-
¢enonak (CIHA) u cmecu L-amubokucnor (®enmn-Opu (CILHA),
Terpaden (Poccust).

Huszko0enkoBble 1 0e30€1KOBbIE CIIELUAIN3UPOBAaHHbBIC TPOIYK-
ThI 3aperucTpUpoBaHbl Ha TeppuTtopun P®, manuueHTH obecrnieunBa-
JOTCS TAaHHBIMU TIPOAYKTaMHM TUTaHMS comtacHo [locTaHoBIeHUIO
[TpaButensctBa PO ot 30 utons 1994 r. N 890 «O rocynapcTBeHHOI
TMOIIEPXKKE Pa3BUTUS MEIMIIMHCKOM TIPOMBIIIICHHOCTA M YIIy4-
IIeHUU oDOecreyeHUs] HaCeIeHUSI U YUpeXkAeHUI 3apaBOOXpaHEHMUS
JIEKapCTBEHHBIMM CPEACTBAMU U M3ACIUSIMUA MEIUIIMHCKOTO Ha3Ha-
YEHUS».

s manmeHToB ¢ MOATBepKACHHBIM quarHo3oM ['DA ¢ neduiu-
TOM TETparuapoOMONTeprHa MATOTeHETUYECKUM JIEYSHUEM SIBISICTCS
Tepanus ¢ MPUMEHEHNEM CUHTETUIECKOTO €ro aHajiora — CarpoIiTe-
puHa quruapoxyiopuaa [93, 100].

Ha ma"HbIiT MOMEHT peKOMEHIYeTCsT TIPOIOIKEHIE TePaIriy BCIO
MOCJIEAYIONIYIO XXU3Hb, TaK KaK BO3MOXHO BO3HUKHOBEHUE HapyIle-
HUI KOHIIEHTpaLMU, ITIOBeAeHMs, U3MeHeHu Ha DI,
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IlepBoe cpencTBo (pepMeHT-3aMelIaoleid Tepanuu, BO3ACHCTBY-
foliee Ha ocHoBHYI0 npnunHy PKY, He3aBUCMMO OT OCTaTOYHOM
aKTUBHOCTU (hepMeHTa — MIrBajiia3a — MeruiMpoBaHHbI (hepMEHT
denmwnanannH-amMonumii-muaza (PAL), 3amemaer geduLMTapHYIO
¢penmnanannuruapokcunasy (Al u metabonusupyer PheB kpoBu;
BO3/IeiCTBYEeT HEe3aBUCUMO OT aKTUBHOCTU DPAI 1 MoxXeT ObITh aK-
TUBHA y Bcex B3pocabix nauneHToB ¢ ®KY naunnas ¢ 16 ner. Umeer
peructpauuio EMA (maii 2019 r.) u FDA (maii 2018 r.), miaHupyeTcst
K peructpamyu B PO (1o naHHbIM poHma «Kpyr modpa»).

[Ipu paHHeM Hauaje JeYeHUs] U aJeKBaTHO MPOBOAVMMOM MmaTore-
HeTUYeCcKol Tepanuu mporHo3 npu ®KY 6iaronpusTHbIN.

HacnencTtBeHHbIe HAPYLUEHUS
MUTOXOHAPMUANBHOIO B-OKUCNEHMUSA
XXUPHbIX Kucnot (FAOD/Fatty

acid oxidation disorders)

HacnenctBeHHble HapylIeHUS MUTOXOHIPUATBLHOTO [3-OKMCIIe-
Hus xupHbix kuciaotr (FAOD/Fatty acid oxidation disorders) — sto
IpyIIIa MOHOTEHHBIX 3a00JIeBaHN, CBSI3aHHBIX C HAPYIIEHUEM MUM-
OXOHJPHUAJIBHOTO -OKUCACHUSI U TPAaHCIOPTa KAPHUTUHA U XKMPHBIX
KHCJIOT B MUTOXOHIPHUSIX.

MzBectHbl 11 ocHOBHBIX popM FAOD. Yame BcTpeyatorcst dhop-
MBI C ayTOCOMHO-PEIIECCUBHBIM TUIIOM HacJeqoBaHMs. XapaKTepeH
HeoHaTabHbIN ae6toT. CyMmapHasi yactota coctasisiet 1:9000 Ho-
BOPOXKIEHHBIX [31].

Hnsa Bcex FAOD xapaktepHo HapylleHUe MPOAYKLUMU SHEPTUMU.
KimHndeckre cMMITOMBI pa3BUBAIOTCS WIIM YCHIIMBAIOTCS Ha (hoHE
uHdekuuu, rojoganusi. Hanbosee yacTto 3aTparuBaroTcs — ceplie,
CKeJIETHBIC MBIIILIBI, TToYKH [2, 47, 100].

OCHOBHBIE KJIMHUKO-1a00paTOpHBIE TMPOSBICHUSI TIPU Hapylle-
HUSX [3-oKucnaeHus XKupHbIX Kuciaot (2KK):

1) BSLTIOCTb, COHJIUBOCTD;
2) meTaboaudecKre Kpu3bl (pBoTa, 1uapes);
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3) Peiie-mmogoOHBII CUHAPOM;

4) nonvHeBpoONaTus;

5) peTuHOMAaTHSI;

6) HeIepeHOCUMOCTb IJTUTEIHBHBIX TOJIOIHBIX TTIPOMEXYTKOB;

7) HEmepEeHOCUMOCTh (PU3NIECKOM HATrPy3KU;

8) apurmuu;

9) KapaIMoMHUOIIaTHsI/IbIXaTeIbHbIC PACCTPOICTBA;

10) MblIlIeYHAasI TUTIOTOHMS;

11) MuonaTus/KpamIin,/pabaoMuoIn3;

12) remaromeranusi;

13) HekeTOTUYECKas TUITOIIMKEMUS

14) noBbIllIeHNE B KPOBU YPOBHS JIaKTaTa, TpaHCAaMUHAa3, Kpea-
tnHdochokuHaza (KDOK);

15) Muorio6uHypusi — M3MEHeHue 11BeTa MO4YM (KpacHOBaTO-
Oypast Moua);

16) MOBBIIIEHNE COOTBETCTBYIOIINX AllMI-KAPHUTHHOB B KPO-
Bu (TMC).

JuarHocTrka HapyleHU 3-OKUCASHUSI JKUPHBIX KUCJIOT BKJTIOYAET:

1) onpeneneHne alMJIKAPHUTAHOB (KAPHUTUH + XMPHbIE KHCJIO-
Tbl) B KpoBu (TMC);

2) ompeneneHrue CBOOOIHOrO KApHUTHUHA B ILJIa3Me;

3) onpeneneHue OpraHUUYECKUX KUCIOT B MOYE;

4) KOK 1 MuorioouH (B MOMEHT KpH3a);

5) onpeneneHue aKTUBHOCTU (pEPMEHTOB B KPOBHU;

6) JHK-gnarHoctuka Ha yacTble MyTalliH;

7) AHK-nuarHoctuka (MOJIHBIA aHalu3 TeHa, IaHeJu Te-
HOB) [47, 94, 100].

[TokazaHa KOppeKIMs MeTab0INIECKUX HAPYILIEHU I TOCPEICTBOM
nuetbl. OCHOBHbIE TPUHIIMITBI IUETOTEpANIMU: HU3KOE COACpXKaHUe
>KUPOB, BBICOKOE CoOlepKaHue OCJKOB W YIJEBOAOB, MPUMEHEHUE
MOJMMEPOB TJII0KO3bl (MalbTOOeKCTpuH, Kpaxman), MCT-xupsl
(cpenHelienmoYeUHbIe TPUIIULIEPUI), CIELUaIu3pOBaHHOE MUTa-
H1ne «MonoreH», «JInkBumken». IlanmeHTaM HeoOXonMMo M30eraTh
MPOJOJIKUTEIBHOTO TONOAAHUSI (MHTEPBAJIbl MEXAYy KOPMJICHUSIMU
He Oosee 3—4 4. i JOHOLIEHHBIX Aeteit) [94, 100].
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Bpo>AaeHHbIN rMNOTUpPEO03

Bpooicoennutii cunomupeos (BI) — reTeporeHHas rpymiia 3adoJieBa-
HUIi, 0OYCJIOBJIEHHBIX PA3IMYHBIMU HapylIeHUsIMU (HYHKLIMOHUPO-
BaHUS KaK CaMOM IIIMUTOBUIHOM KeJIe3bl, TaK 1 TUIIOTaTIaMO-THITODH -
3apHOI CUCTEMBbI B LIEJIOM.

Yacrtora BI' B mupe coctasiser ot 1:2000 go 1:4000 HOBOpO-
xaeHHbIX B EBpore u CesepHoit Amepuke, 1o 1:6000—7000 Ho-
BOpoXIeHHBIX B Amonun. PacnipocrpanenHocts BI' B Poccuiickoii
®enepaliuy Mo pe3yjbTaTaM HEOHATaJbHOTO CKPUHMHIA COCTABJISI-
et 1 ciyyait Ha 3600 HOBOpOXIEHHBIX. JKEHCKMIA TOJT TTOpaXKaeTcst
B 2—2,5 pasa vailie, YeM MY>KCKOIA.

OCJIOXHEHHBIN TUIOTHPEO3 (KaK TPaBUIO, HE paclio3HAaHHBIE
BOBpEMsI, 3aMylIeHHbIE Clyyau 3ab0seBaHMs) 6e3 CBOEBPEMEHHO Ha-
3HAYEHHOUW M TIPABWJIBHO TTOMOOpPAHHOI 3aMECTUTEIBHON MemrKa-
MEHTO3HOI Teparuy MOXET MPUBECTU K PA3BUTUIO TUTTOTUPEOUTHOMN
(MMKCceaeMaTO3HO) KOMBIL.

1090 % cnydaeB 3a00sieBaHNSI pa3BUBACTCS B pe3yJIbTaTe AMCTeHE-
3UU IIUTOBUIHOM XeJe3bl (areHe3us, TUIoIuIa3us, nucronus). OmHa
U3 BO3MOXHBIX TPUYMH AUCTEHE3UU IIUTOBUIHONM XKeJe3bl: MyTaluu
rena TSHR, xkoTopklii terepMuHMpyeT 00pa3oBaHUe TUPOKCUH-IIPO-
IYLHUPYIOIIMX KJIETOK IIMTOBUIHOM XeJie3bl. BOJbIIMHCTBO Xe Cy-
yaeB BO3HUKAET TOI NEWCTBHEM SITUTEHETUIECKUX (DaKTOPOB U,
BO3MOKHO, OOYCJIOBJIEHO MOCT3UTOTUYECKMMU COMAaTUUYECKUMU MY-
TauusaMu. HekoTopble aBTOpPHI He MCKIIOYAIOT NEUCTBHE MaTepHH-
CKMX ayTOAHTUTE HAa TKAHU LIUTOBUAHOM Kee3bl T10/1a.

PaznuyatoT Taxkke BPOXICHHBIM TUIIOTHPEO3, OOYCIOBICHHBIN
PE3UCTEHTHOCTBIO K TUPEOTPOITHOMY TOPMOHY; OOYCJIOBJCHHBIN Je-
¢uuuTOM THUpPEOIMOEprUHA; OOYCIOBISHHBIN Ne(MULIUTOM THPOILJIO-
OyauHa; oOyCIOBAEHHBIN Ne(ULIUTOM TUPEOUANIEPOKCUIA3BI U [Ip.
MHorune Hac/IeACTBeHHbIE CHAPOMBI BKITIOUAIOT B Ce0sT BPOKIEHHBIH
rurnotupeo3s [95, 100].

K paHHMUM mpu3HaKaM BPOXIEHHOTO TUIIEPTUPEO3a OTHOCSTCS
MepeHolleHHas: 0epeMeHHOCTb, HE3PeJOCTb HOBOPOXKICHHOTO MpU
TIOHOIIIEHHOM TI0 CPOKY OepeMeHHOCTH, OOJIbIasT Macca Teya Ipy po-
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JKIEHUM, OTEKM JIMiia, BeK, ThIJIbHBIX MOBEPXHOCTEW KWUCTEW W CTOII,
rpyOblIii rojoc, Makporioccusi. OTMeuaeTcst o3aHee OTXOXACHNUE Me-
KOHMSI, HapyllIeHHas SMUTeNU3alusl MyMoYHON paHKW, IJIUTesIbHas
xenTyxa. B 6osee cTapiieM Bo3pacTe HaOIIOJAIOTCS 3aepKKa MCUX0-
MOTOPHOTO U (DU3NUYECKOTO PA3BUTHS, CYXOCTb U OJIEAHOCTb KOXHBIX
MOKPOBOB, IOMKOCTb BOJIOC, O0111asi MbIILIEYHAsI TUTIOTOHUS, IyTIOYHast
rpbika, Opanukapausi, apTepuaibHasi TMIIOTOHUS, CHUKEHUE aIlleTh-
Ta, METEOPHU3M, 3aepkKa cTyja. TUunmyHa auieBast iucMopdus B BUie
ruriepTesiopusma a3, IMpoKo 3amnasiieit nepeHocuibl. OTMevaeTcst
Mo3/Hee 3aKpbITHUE OOMBIIIOTO POAHUYKA, HAPYIIAIOTCS CPOKU MpPOpe-
3bIBAaHUSI M1 CMEHBI 3yOOB, HapyllleHWe MOCIen0BaTeIbHOCTH TOsIBIIE-
HUS ep OKOCTEHEeHUsI, IMCIPONOpLUMOHaAIbHBIN HaHu3M [95, 100].

IIpy HeoHaTaJIbHOM CKPUHMWHIE OMNpENessieTcsl YpOBEHb THpe-
otpornHoro ropmoHa (TTI) MeTogoM UMMyHO(EPMEHTHOTO aHaJu-
32, COOTBETCTBEHHO TIPU €ro MOBbIILIEHUU HEOOXOAUMO AajibHei1ee
oocnenoBanue. Hopma TTI B kanuisipHoit KpoBu MeHee 9 MEIl /M
y JOHOIIIEHHOTO pebeHKa.

TTT Bbiie 9 MEn/a (mpu ABOMHOM oIpeiesieHUM B OMHOM 00pa3-
1I€) Y JOHOIIEHHOTO MO3BOJISIET €r0 OTHECTU K TpymIie pucka 1mo BT,
MPOBOIUTCSI CPOUYHOE YBEIOMJIEHUE JIeYeOHO-TTPOPUIAKTUIECKOTO
yupexneHus JJisi IpoBeAeHUsl petecTupoBaHus. [Ipu mokasatesnsix
TTT xpou 6onee 40 MEx/n B nmepBom obpaslie peOEHKY Hezame-
JIMTEJIbHO Ha3HayaeTcsl Tepalusi. YTOYHsIolas auaroHoctuka BIT
BKiouaeT onpeneiaeHue yposHeil TTT u cBobonHoro T4 B BeHO3HOIT
KPOBH.

JnHammndeckoe HaoOmoneHue 3a netbMu ¢ BT, BeisiBieHHbIME 110 HC,
BeleTcs BpauyaMu-sHIOKpruHosoramMu. [Tpu nono3peHuun Ha CUMHIPO-
MaJIbHYIO MaTOJOTUIO TTIOKA3aHO MOJICKYJISIPHO-TEeHETUYECKOe UCCie-
JIOBaHUE.

JleueHue 3akioyaeTcsl B HAa3HAYEHUM 3aMECTUTEJbHON Teparnuu
L-TupokcuHoM (JI€BOTMPOKCUH HATpMsI) IOA KOHTPOJEM YPOBHS
T4 u TupeoTponmHOro ropMoHa B KpoBU. PekoMeHayemasi cTapToBasi
no3a 10—15 MKT/KT B CyTKH.

[TporHo3 3aBUCUT OT BBIPAXKEHHOCTH TSKECTU TMIIOTHPeo3a. B 60J1b-
IIMHCTBE CJIyyaeB Teparusi 00ecreyrMBaeT HOPMaJbHOE TCUXMUYECKOe
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U (puzmyecKoe pa3BuTHe netTeit, nuddepeHIMpPoBKY cKkenera. [1pu tupe-
OMITHOI areHe3Wu, ¢ O4eHb HU3KUM T4, CHIDKEHNE WHTEJUIEKTa MOXET
MPUBOINT K YMEPEHHBIM HAPYIIEHUSIM CITOCOOHOCTH K y4ebe U MOTOP-
HOI1 aKTUBHOCTH, HECMOTPsI Ha paHO Havartoe JedeHue [95, 100].

MykoBucUNOO03

Mykosucyudos (ram. mucus «Ciau3b» U viscidus «BSI3KMIA») WIN
KUCTO3HbIN (ubdpo3 (aues. cystic fibrosis — CF) — HacneacTBeHHOE
ayTOCOMHO-pEIIeCCUBHOE 3a00JeBaHMe, OOYCIOBICHHOE MyTalluei
B reHe CFTR, oTBeTCTBEHHOTO 3a CUHTE3, COXpaHeHUEe U (YHKLIUU
6enka TpaHCMEMOPaHHOTO PEeryJisITopa IMPOBOANMOCTHA MOHOB XJIOpa,
B pe3yJibTaTe 3TOro MPOUCXOAUT CIYIIEHHE CeKpeTa 3K30KPUHHBIX
KeJies.

B cpeaHem uyactota MykoBucuugosza (MB) konebGiercst cpenu
npeacTaBuTeNeil eBporeongHoir packl or 1:600 mo 1:12000 Ho-
BOpoXaeHHbIX. [ITpuyeM B pa3HbIX peruoHax B 3aBUCHMOCTHU OT 3T-
HUYECKON IIPUHAMIEXHOCTH U Treorpacduyeckoil 30HBI OTMedYa-
I0TCSI 3HAUUTEJIbHbIE KOJIeOaHUSI YACTOThI M Fe€TePOreHHOCTh 10 Hau-
0osee pacrpoctpaHeHHBIM MyTalusM reHa CFTR. B Poccun yactora
3a00JIeBaHUSI COCTaBJISIET IO JAaHHBIM HEOHATaJIbHOIO CKPUHUHTA
1:4900 [68].

[TpuunHoit MykoBucuunosa (MB) siBisitorcst mytariuu reHa CFTR.
JaHHBII TeH KOHTPOJMPYET CEKPETOPHBIE MEXaHU3MBI 1 (DYHKIIMO-
HupyeT kak HTAM®-3aBUCHMBIil XJIOpHBII KaHal. BenencrtBue mopa-
JKEHUST pa3BUBACTCS CHIDKEHME TTPOHMKHOBEHUS MOHOB XJIOpa yepe3
anuKajabHble MEMOpaHbl SMUTEIUATbHBIX KJIETOK JIETKUX, TOMKETY-
TIOYHOM XeJe3bl, KMIIIeYHNKA 1 TTOTOBBIX Kese3. BropumuHo Hapya-
eTCsl TPAHCIIOPT MOHOB HATPUSI U TUApPATALUS CIM3UCTBIX 000JIOUYEK.
VronieHue cau3uCTON 000JI0UKM BEAET K IMPOrPeCCUpPYIONIE I1aTo-
JIOTUH JIETKUX, IUC(HYHKIIUHY TTOIKETyT0UHOM XKeJle3bl U IPYTUX opra-
HOB U cucteM [5, 96, 100].

®opmbl MB nipeacraBieHsl Ha puc. 6.3.
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‘ dopmbl MB ‘

MekoHeanbHbI
uneyc (1%)

BpoHxonerouHas (15-
20%)

JleroyHo-KuLLeYHan
(65-75%)

fOpyrue

BpOKIeHHas hopma,
XapaKTepH3yI0Mmasics
HM30BITOYHBIM
3aI07THEHHEM KHIIeIHHKA
MeKOHHeM. B nepBble HI
JKH3HH IMarHOCTHPYeTCS
TOJTHAs KHITeYHAs
HENpPOXOIUMOCTb, KOTOpast
TPYAHO paspelnaeTcs 6e3
OIePaTHBHOTO
BMeIIIaTe/bCTBa

H3MEHEHHs O CTOpOoHBI BJI
CHCTEMBI C IePBBIX HeJleTh
JKH3HH: THIEPTPODHS CTH3HCTBIX
sKej1e3 GPOHXOB, THIIEPIIIa3ZHs
GOKATOBHIHBIX KIETOK,
00Ty panms nepHpepHIecKIX
JIbIXaTeTbHBIX MyTel, TOpMO3STCS
JIBIJKEHHS PeCHHYEK SMHTeTH
GPOHXOB. DTO CIIOCOOCTBYET
POCTY TIaT. MHKPOGIOPEI H
Pa3BUTHIO GPOHXHTOB.
BTOpHYHBIE H3MEHEHHS:
GPOHXO3KTa3kL, SMpH3eMa,

nopaxenue BJI cuctemsr
COYeTaeTCsl C SK30KPHHHOH
HeJ0CcTaToO9HOCThI0 TDEOK,
YTO NPOSIBIIAETCS
crearopeeii. [Topaxkenue
niedenn (Gpu6posom
TeNaTo0HIHAPHOH
CHCTEMBI, BO3MOKHO
pa3BHTHE GHIHAPHOTO
LMPpPO3a C CHHAPOMOM
TIOPTa/IbHOI THIEPTEH3HH,
Tpelyrommero
XHPYPrHYECKOTO JTeUeHHs)

-N3o0nmp HaA
06 CTpYKTUBHAA
asoocnepmus;
-Xp. naHKpeaTut
-AncceMMHUPOBaHHbIE
6pPOHX03KTa3bl

TIHEBMOCKJIEPO3, TETOYHOE
cepaue.

Puc. 6.3. DopMbl MyKOBHCLMAO3A!

ITpoTtokon ckpuHuHra Ha MB BKIIIOYaeT clieayrolIMe STallbl;
orpejesieHde YpoBHS UMMyHopeakTuBHoro TpuricuHa (MPT) B kpo-
Bu, petecT UPT, noroseiii Tect 1 JHK-nuarnoctuky. Petect UPT
npoBoautcd Ha 21—28 nenn. Ecim mokasatens UPT Beilie moporo-
BOT'O YPOBHSsI, TO MCHOJIb3yeTcs moToBast npoda u JIHK-nuarnHocTtuka.

30JI0OTBIM CTAHAAPTOM CUMUTAETCSl OIpeAesieHHue XJOPUIOB IoTa
o I'mbcony-Kyky. B P® npumeHstoTcsl 1Be CUCTEMBbI [JIs aHAIM3a
npoBoaumMocTu nota. CucteMa st coopa 1 aHaiu3a nora Macroduct
B KOMIIJIEKCE C IMTOTOBBIM aHanm3aTopoM Sweat-Chek mo3BoJisieT mpo-
BOIMTHL IIpo0Oy BHE JiabopaTopuu, Bpems cbObopa 1mora — 30 MUHYT;
MpUMEHSIeTCS IS IeTeil MepBhIX Mecs1eB KU3HU. Takxke pazpaboraH
aHanu3atop Nanoduct mist 00caeqoBaHMsI HOBOPOXKIESHHbBIX, 00beI1 -
HSIIOIIWI CUCTEMY IIJII CTUMYJISILIMU TOTOOTAEJICHUS TTyTeM 3JIeKTPO-
dopesa 0,1 % nunokapnuHa U aHaJIM3aTopa MPOBOAUMOCTH ITOTA.

ITonoxuTenbHBIMU B OTHOLLIEHUN MB SIBISIIOTCSI pe3yJibTaThl: ypo-
BEHb XJIOPUIOB BhIIIIe 60 MMOJTb/JT ¥ TIPOBOIMMOCTH ITOTa > 80 MMOJTB/I.
ITpu paHHBIX TTOKA3aTelsIX, a TAKXKE MPU OOHAPYKEHUU MyTallu TeHa
CFTR pebeHKy cTaBUTCS 1MarHO3 MYKOBUCLIMIO3A.

' Pucynok Kynpsisuesoii E. B.
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IIpu oTpuliaTesbHOM pe3yabTaTe IOTOBOW MNpoObl — MeHee
60 MMoITB/JT, peOGEHOK HAOIIOMAeTCS MO0 MECTY SKUTEIhCTBA C TUArHO-
30M HeOHaTaJ bHasl TUTIEPTPUIICTHOTEHEMUS 71T UICKITIOUEHMS CITyda-
€B I'MITOJUarHOCTUKMU.

B cnydae coMHEeHUsS MOTYT TTOMOYb IOTIOJHHUTEIbHBIE METOIbI
o0cIeoBaHUs: aHAIU3 Kajla Ha MaHKpeaTu4ecKylo sjaacTtasy 1, Mu-
KPOCKOITMYECKOE KOTPOJOTUYECKOE MCCIIeIOBaHNE, KOMITBIOTEPHAS
ToMorpadus UJin peHTreHorpadus OpraHoB IPYAHOIN KJIETKM, TTOCEB
Macka u3 3eBa [35].

JleueHne pedbeHka, 6oapbHOro MB HYXXHO HauMHATH cpa3y Iocie
ITOCTAHOBKM auarHo3a. [1puMeHsITcs KOMIUIEKCHAsT MeTUKaMEHTO3-
Has Tepanusi: MyKOJUTUYECKUe (TopHa3a ajiba) 1 aHTUMUKPOOHBIE
Tpermaparhl, GepMEHTBI MOMKEIYIOUHON Kee3bl, KUPOPACTBOPH-
Mbl€ BUTAMUHBI, IPOTUBOBOCTIAJIUTENIbHBIE TTpenapaThl (IJTI0KOKOpP-
TUKOUIbIE M HECTepOUIHBIC Iperaparbl), auera, (U3NOTeparivsd,
WUTHaJSILMOHHAs Tepanusi, JedeHue ocJoxXHeHui. Jluera nomkHa co-
JiepKaTh MHOTO 0eKoB, Kajgopax — 120—150% oT pekoMeHIOBaH-
HOTO 310pOBbIM JIeTsIM. C KaXIbIM TPUEMOM MUILIU JOTOJTHUTEIHHO
JaloTCs MaHKpeaTuueckue pepMeHTHI. Pa3 B Tpu Mecsiia HeoO0Xxoau-
MO TTPOBOAUTH MUKPOOUOJIOTUUECKUI aHAJIU3 MOKPOTHI U TTOAOUPATh
aHTMOAKTEepUATbHYIO Tepanuio. B KWHe3uTepanmuu TPUMEHSIOTCS
MepKyccusi U BUOpalus TpyaAHON KJIETKU, aKTMBHBINA IIUKJ JbIXa-
HUS W ayTOTEHHBIN npeHax. [1py aHHOM 3a00JIeBaHMU TTPOBOMSITCS
aKTUBHBIEC TIOMBITKU TeHHON Tepanmuu. Bo3damoxkHa TpaHCcIuiaHTalus
JIETKUX.

Tapeemnas mepanus — Teparus, HalpaBJeHHasl Ha OIpeAc/cH-
HOE 3BEHO MaToreHesa (aunan. target — «MUILIEHDb» ), UMEET PeLIaollee
3HaueHue B Tepanuu MB. B HacTosiee BpeMsi ynajioch 10OUTbCS
ycrexa Tpu pa3paboTKe IpernapaTroB, HaIpaBICHHBIX Ha KOpPpEK-
LIMIO TIOCJIEACTBUI OMNpeaeeHHOro BUJa MyTalluii, MMOTeHLIMaTOPOB
1 KOPPEKTOPOB.

MUILIEHbIO NOMEHUUAMOPOE SIBISIIOTCS MOJIEKYJIbl U3MEHEHHOIO
oenka CFTR, pacrnionaratoniyecs B anMKaJabHOI MeMOpaHe, ux neii-
CTBME HaIlpaBJIeHO Ha BOCCTAHOBJIEHUE (DYHKIIMM MOHHOTO KaHaja.
Ilepshlii mpenapat — uBakadTop («Kammmeko»), 3aperucTpupoBaH

136



OpraHnyeckme aumgypun, aungemmm 1 AMMHOALMAOONATIM

B EC/CIIIA B 2012 r., B HacTosiiee BpeMsI IIperapart ogo0opeH JJ1sI Jie-
yeHus nereil ¢ MB, ctapiie 4 MecsitieB U B3pOCJbIX, UMEIOLINUX OIHY
u3 97 MyTaluii.

Koppexmope: — Tipenapatbl, MO3BOJSIIOIINE MYTAHTHOMY O€JKy
CFTR npoiitu yepe3 CUCTEMY BHYTPUKJIETOYHOTO KOHTPOJIS Kade-
CTBa M 3aHSITh IPaBUJILHOE PACIONIOXEHNE Ha allMKaJIbHOW MeMOpaHe
(mytauuu 11 knacca). 1151 Tepanuu pa3pabotaH KOMOMHUPOBAHHBIM
npenapat uBakadrTop + aymakadrop (Opkam6ou®). Ilokasan mis
JICUeHHUs] MYKOBUCLIMI03a Y MALIMEHTOB B BO3pacTe 6 JIET W CTaplie,
romo3uroTHeIX 1Mo Mytauun F508del B rene CFTR. IlepBoe 3ape-
TUCTPUPOBAHHOE IMaToreHeTuyeckoe yedeHue B PO Ne JII1-006652
ot 02.12.2020. Komounauus nBakadTopa (VX-770) n1 HOBOro Kop-
pekTopa — te3akadropa (VX-661) — MOLYIATOP IIEPBOTO ITOKOJIEHUS
(cuMaeKo) MpeaHa3HauYeH IS IMallieHTOB B Bo3pacTe 6 JIeT U cTaplie
¢ myrauueir F508del u npyroii myraiueil ¢ octaTouHoW (pyHKIMeH
CFTR (154 mytauuu). B 2019 r. 3apeructpupoBaH npemnapaTr — MoO-
nynsgTop CFTR snekcakadrop/uBakadrop/Te3akadTop (Tpukad-
ta). [TokazaH s JedeHUs] MyKOBUCIIMI03a Y MallMEHTOB B BO3pac-
Te 12 JIeT u crapiie, TOMO3UTOTHBIX M T€TePO3UTOTHBIX TT0 MyTalluK
F508del B rene CFTR u cnincok 178 matoreHHbIX BApUAHTOB C MU-
HUMAaJIbHOH (pyHKIIUEIA.

CpenHsiss TTPOAOJLKUTEIBHOCTh XMW3HU NMauueHToB ¢ MB B PO
22,5 net (1o nanHbeIM @oHna «Kpyr nobpar), B EBpone 35—40 ner, 3a-
BUCHT OT IPOBOIMMOTO JieueHus [96, 100].

franakrolemus

Tanrakmozemus (I'AJI) — HacleACTBEHHOE ayTOCOMHO-PELIeCCHUB-
Hoe 3a0o0JieBaHME, B OCHOBE KOTOPOTO JIEXKUT HapyllleHue oOMeHa Be-
IIECTB Ha IyTH IIPe0Opa30BaHUSI TAJIAKTO3bI B TITIOKO3Y, B pe3ybTaTe
BO3HUKAIOT MOPaXKeHUsI TOJJOBHOTO MO3ra, MeYeHU 1 OpraHa 3peHuUsI.

Yacrota I'AJI (ramakrozemMun) BapbUpyeT B pa3HBIX MOITYJISIINIX,
cocraBiisgeT oT 1:16476 no 1:48000 HoBopoxkneHHbIX. B Poccuu ya-
crota 'AJI nocturaet 1:20000.
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Kraccuyeckast rajakTto3eMus pa3BUBAeTCS BCICACTBHUE MYTalldHU
reHa GALT, xomupymomiero ¢epMeHT rajaakro3o-1-docharypuani-
TpaHcdepasa, KOTOPHIA Tpeodpa3yeT rajakrosy B rimokosy [97, 100].
[1pu nedpuniute pepMeHTOB B KJIeTKax OOJbHOTO OpraHu3Ma BO3HU-
KaeT SHOOTeHHAsT MHTOKCUKAIIMS BCIEICTBUE BBHICOKMX KOHIICHTpa-
LI TOKCUYECKUX TTPOAYKTOB OOMEHA rajlakTo3bl, C TTIOpaXKeHUeM To-
JIOBHOTO MO3Ta, XpyCTaJIMKa Tja3a, MeYeHM, KeITyTOIHO-KUIIIETHOTO
TpakTa, MoyYeK.

[lepBBIe CUMITTOMBI TATAKTO3E MUY TTOSIBIISIOTCS B TIepBhIe 2—4 MHS
>KM3HU peOeHKa: HapyllleH!e MeYeHOUYHON (DYHKIIMU, UKTEPUYHOCTh
KOXXHBIX TIOKPOBOB, HapyIIeHNe KOAryISIIIMOHHON (YHKIIUM C KPO-
BOTOUYMBOCTBIO U3 MECT YKOJOB, pBOTa, AUapesi, TUIIOTPOdus, MO3Ke
IBYCTOPOHHSIST KaTapakTa. HapacraeT HeBposormaeckass CUMIITOMA-
TUKA: CYTOPOXHBIN CUHAPOM, TUTIOTOHUSI.

JleTanbpHBIN NCXOM BO3MOXKEH BCJISACTBIE TIEYSHOTHOM MJTU TTOYeY -
HOI HEeTOCTAaTOYHOCTH, pa3BuBaeTcsd acuut. Y 10 % meteil BO3MOXHO
pa3BUTHE CeTcHuca. XapaKTepHO TIPOrpecCHpoBaHUe 3a00JIeBaHUS
Mpu IpueMe MoJioka u cMmeceit. [Tpu oTCyTCTBUM JieyeHUs pa3BUBa-
I0TCsSI HeoOpaTUMBble M3MEHEHUs: 3aJepkKa HEepBHO-TICUXWIECKOTO
pa3BUTUSI, aTaKCusl, TpeMop, AMCGhYHKIINS TOHAI, HapylIeHUe myoep-
TaTHOTO Pa3BUTHS.

[Ipy HeoHaTaJlbHOM CKPUHUHTIE ONPEAEJISIIOTCS YPOBEHb OOIIEH
rajJlakTo3bl B CYXOM IISITHE KPOBU (HopMma — 10 7 mr/mn). [1pu nosno-
JKUTEJIbHOM Pe3yJibTaTe MPOBOAUTCS PETECT, a TakxKe OIpeacsieHue
aktuBHOoCTH (pepMeHTa [AJIT 1 mouck yacTeix Mytauuii Brene GALT.

OCHOBHOE JieueHUe — IMeToTeparnusl ¢ yCTpaHeHUEM W3 MUILIU
JIaKTO3Bl. B TeueHWe Bcelt >KM3HM Ha3HadaeTcs Oe3NaKTO3Has mue-
Ta. 3anpelieHbl MOJOUHbIE TTPOAYKThI, 0000OBBIE, COSI U COEBOE MO-
JIOKO, MOJIOIOI KapTodesb, Kakao, II0Kodad, meuyeHb. Pa3pelieHsl
MsICO, pblOa, MTHUIIA, S0, pa3IMYHbIE KPYIIbl M OBOILIU, COKH, caxap,
IKeM, Meq.

[Tpu pricke poxxaeHus 00IbHOTO pedeHKa BO BpeMs 0epeMEHHOCTH
OTpaHMYMBACTCS YIIOTPEOIEHNE MOJIOYHBIX ITPOAYKTOB MaTephio, T. K.
¢depMeHTHI MeTaboIM3Ma rajlakTo3bl B HOpMe (PYyHKLIIMOHUPYIOT B TIe-
yeHu mwiona ¢ 10-it Hegenu rectauuu [100].
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IIpumepsl 0€31aKTO3HBIX, HU3KOJIAKTO3HBIX cMmeceil: «Mamekc
0e31aKTo3HbI», «HyTpuiaoH HU3KOIAKTO3HBIN», «AJl-110», «bebe-
nak-®JI», «Ilopraren», «HyTpMMMIIK HU3KOJIAKTO3HBI», «XyMma-
Ha JIIT» [97].

BpoxxaeHHaa oUcoyHKUMSA
KOpPbl HOANOYEYHMKOB

BpoxxaeHHass AUCHYHKIIMS KOPbl HAAMOYEYHUKOB (BpOXKICHHAs
TUTIEPITIa3us KOPBI HAAINOYEYHUKOB, AalpeHOTCHUTAIBHBIN CHH-
JIpOM) — TpyIIia ayTOCOMHO-PELIECCUBHbBIX 3a001€BaHUI, 00YCIOB-
JIEHHBIX TeHETUYECKH ICTePMUHUPOBAHHBIMU Ie(eKTaMh OTHOTO
u3 GepMEHTOB UM TPAHCIIOPTHBIX OEJIKOB, YYACTBYIOIIMX B OMOCUH-
Te3e KOPTH30Jia B KOPE HaIITOYeUHNKOB.

CamMoii yacToii popMoii BpoxKaeHHasl TUTIepruias3ust (IMCOYHKIIMS)
Kopbl HaanoyeyHukoB (BJAKH) sBnsercs nedunur 21-ruapoxcuia-
3bl. PacnipocTpaHeHHOCTh JaHHON (hopMbl B Mupe, 1o naHHbiM HC
cocrasiseT 1: 14000 HoBopoxneHHbIX. B Poccuu, 1o nanHBIM CKpu-
HUHTa YacToTa Kjaccuyeckux ¢popm aeduiunra 21-ruapokcuiasbl co-
craisieT 1:9 638 XKMBbIX HOBOPOXKIEHHBIX.

B 3aBUCHMMOCTH OT TUIIa MyTallMU U (pepMEHTATUBHOTO OJI0KA BbIE-
jsttot 7 tunoB BIIKH. B Gosnee yem 90 % citydyaeB onpeneiisieTcst Hemo-
CTAaTOYHOCTbH 21-TMApOKCHUIa3bl, aCCOLMUPOBAHHAsI C TOMO3UTOTHOM
MyTamueii reHa ctepougHoii 21-ruapokcmnasei-CYP21 A2 [98, 100].

7151 Bcex TUMOB XapaKTEPHbI CXOXKE MPOSIBJICHUS, T.K. TOPMOHBI
KOPHI HAATIOUEYHNKOB CHIDKEHBI, TI0O MEXaHU3MYy OTPUIIATEIIbHOM 00-
paTHOI CBSI3W TMIIOTaaMO-TUIIOMU3apHasi CUCTeMa BbIAesIeT aaApeHOo-
KopTukoTponHeiii ropmoH (AKTI) nis yBenuueHUsT IPOAYKIIMKA KOP-
TU30HA. DTO BeAET K TUIEPIIa3uu KOPbl HAAMOYEYHUKOB U KacKamay
CHHTE3a TOPMOHOB KOPBI HANTIOYEYHUKOB 10 MMEIOIIerocss (hepMeHT-
Horo 6joka. ITpoucxoauT yBeanyeHre oOpa3oBaHUsI CTEPOUIOB, KO-
TOpbIe He MepeXonsIT HU B KOPTU30J, HU B aTbIOCTEPOH, a IePEXOmIT
M0 aJbTepPHATUBHBIM ITyTSIM 10 aHAPOTeHHBIX TOPMOHOB. B pesysbrare
BO3HUMKaeT BUpMIM3anus. Hapyirenne cuHTe3a aabIocTepoHa BBI3HI-
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BaeT HEJOCTATOYHOE JIEHCTBME MUHEPATOKOPTUKOMIOB, M, COOTBET-
CTBEHHO, K CUHAPOMY IoTepHu coJjieii (HaTpuii) [98, 100].
®opwmbl BIKH nipencrapieHbl Ha puc. 6.4.

‘ ®opmbi BAKH ‘
Coanepmou.l,aﬂ | ‘ I'Ipoc‘raﬂ BUPU/IbHAA ‘ HeKknaccuueckas ¢
no3gHMM Havdyaziom
IIpeBanpyeT HaIIOYEUHIKOBAS OTCYTCTBYIOT KPU3HI IIOTEPH
HEIOCTATOYHOCTH C CHHAPOMOM comu. ITpu poxaeHin OtmraaeTcs mo3aHeit
moTepH coymr. XapaKTepHbl XapaKTepPHBI IPH3HAKI MaHnpecTarmeii, B
TIPH3HAKH BUPIUIH3AIIN: BHpIII3AIIIIL. B 6onee mo3anme K/IMHITIECKOIT KapTiHe
THIepTpOdIS KINTOpa, Y MATFINKOB TIepHOJIEI Pa3BHUBAIOTCA YT PEBas JIOMUHHPYET HapyIIeHHe
MIHTMEHTHPOBAHA MOIIOHKA, CHIITb, HEIOCTATOYHOE Pa3BUTIIE TIOTIOBOTO Pa3BUTIIA. JTa
BO3MOJKHO yBeJIITICHHE [I0TIOBOIO TPYIHBIX JKelle3, Hapy IeHIIs (bopMa IMeeT BEICOKY 10
YIeHa, paHee OBOTIOCEHIIE T00KA I MEHCTPYaTbHOTO LKA IT YaCcTOTY: OHA BBIABILACTCS Y
1p. B mepuon HOBOPOKIEHHOCTIL, Gecrutone. OT™meuaeTcs 9% KEHINIH ¢ BUpWII3aImeit
vaine Ha 3-if HeJene 5KI3HI MOTyT YCKOpEeHIIe (pI3IIecKoro ny 7% neteii ¢
GBITH JKII3HEY TPOKAIOIIIE KPII3BI C Pa3BHTIA, HO SA7Ipa OKOCTEHEHIS MPEKIEBPEMEHHBIM IIOTIOBBIM
TUIOHATpIeMHeii, dopMupyroTCS paHO I IeTH Ppa3sBHTHEM
THIIePKATIeMIYeCKOi OCTAHABIMBAIOTCS B POCTE.
JIeTHapaTaneii, amIo30M

Puc. 6.4. Qopmbl BOKH?

HeonaTanbHbIiI CKPUHUHT OCHOBBIBAETCSI HA OIpEAESICHUU TIO-
BbILLIeHUsT ypoBHS 17-ruapokcurnporectepona (17-OH-IIpr) ¢ nomo-
IO UMMYyHOMEpPMEHTHOTrO aHaiu3a. Ha BTOpoM 3Tame CKpUHUHTA
OCYIIECTBJISIETCSl TAaKXKe OMNpeJeIeHNe KOHILIEHTPALMUA 3JIEKTPOJUTOB
KpOBU (HaTpuii, Kajauii), aHIPOr€HOB U UX META0OJUTOB. Y OOJbHbBIX
BIKH ysennueHo conepxxanue AKTI B kpou. MUaeHTHbUKALIAS MYy-
taumit CYP21 A2 mMonekyasipHO-TeHeTUYECKMMU METOaMu UCCIeI0-
BaHUSI MOXKET OBITh MCITOJIb30BaHa Ha 2-M 3Tare cKpuHuHTa [97, 99].

Hns neuenuss BJIKH B 3aBucuMoctu oT (pOpMbI IIPUMEHSIIOTCS
[JIIOKOKOPTUKOUIBI, MUHEPAJTOKOPTUKOUIbI, I10JOBbIE TOPMOHBI.
INepBoHauanbHAst CyTOYHAsl 1032 THAPOKOPTU30HA, HEOOXomumast
11 TonaBieHus n30bITouHo cekpeuuu AKTT y neteil mepBoro roga
KU3HU, MOXeT gocturath 20 mr/M2. Y nereii crapiie roga cyTouHasi
J103a TUIPOKOPTU30HA B cpegHeM coctanisieT 10—15 mr/m2. [Tpu cosb-
Tepsoleii opMe B pallMOH MUTAHUS JETeil JOMOJIHUTEILHO BBOAST

' Pucynoxk Kynpsisuesoii E. B.
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xsopucThlii HaTpuit (1—3 r/cyT). IIpn HEOOXOAUMOCTU OCYIIECTBIISI-
eTCsl XUpypruueckasi KoppeKiius Hapy>KHbIX ITOJIOBBIX OPTaHOB.

IIpu amexBaTHO MOAOOPAHHON TepaIMK OCIOXHEHUSI OTCYTCTBY-
10T, HAaOJII0AeTCsl HOPMAJIbHOE MOJIOBOE Pa3BUTHUE, PEPOAYKTUBHAS
¢ynkuus He HapyiieHa [98, 100].

NpokcmnmanbHAsa CNMHAIbHASA
MbilWweyYyHasa aTpooud

Ilpokcumanvras chunarvhas moimeunas ampogus 5q (CMASq) —
HACJIEACTBEHHOE ayTOCOMHO-PELECCUBHOE 3a0o0JieBaHUE HEPBHOM
CHCTEMBI, XapaKTepHu3yIolrecs AeHepBallieil Ha YPOBHE MOTOPHBIX
KJIETOK TepeIHUX POroB CMMHHOIO Mo3ra (a-MH) uiau B couetaHuu
C X aHAJIOTAMU, IBUTATEILHBIMU SIAPaMU YePETTHBIX HEPBOB.

MomoHneiiponbl — HEPBHbBIEC KIETKU CIMHHOTO MO3Ta, MPUBOASIIINE
B IBWXXEGHUE MBIIIIILI, HEOOXOMMMBIE MPH BHITTOTHEHWHU IBUTATEITb-
HBIX (DYHKLIUIT OpraHu3Ma JyesioBeKa.

CMA — onHo 13 HanbosIee pacipoCcTpaHEHHBIX HACAEACTBEHHBIX
3a00JieBaHU, TPUBOASIIMX K MIaleHYecKoit cMepTHOCcTU. K pa3Bu-
THIO 3a00JIeBaHUSI IIPUBOAUT TOMO3UTOTHAs meneuusi reHa SMNI.
[To nanusiMm @I'BHY MI'HILI yacToTa reTepo3vroTHOro HOCHUTENb-
crBa genennit SMN1 B Poccnu cocrasisiet 1 Ha 36 yenosek (2,8 %).
YacToTta BcTpeuaeMOCTH 3a00JIeBaHus, COTJIACHO JIUTEPaTypPHBIM JaH-
HbIM — OT 1:6000 mo 1:12000 HoBopoxXaeHHBIX |18, 40].

['eH-SMNI1 (Survival Motor Neurons) — «BbIXKUBaHUSI MOTOPHOTO
HelipoHa» cocTouT u3 9 sK30HOB (1, 2a, 2b, 3—8). 95 % mnanneHTOB
CMA umMeloT neeluto 3k30HoB 7 u/uiu 8§ reHa SMN1 B roMo3uror-
HOM cocTostHUU. 5% manmeHToB CMA ABISIOTCS KOMITayHI-TeTe-
PO3UTOTHBIMU: JeJeLUsl B OMHOW XpOMOCOME; IPyroil BUA MyTalluu
BO BTOPOIi XpoMocoMe (ToukoBas myTanus B reHe SMN1; criaiicuH-
roBble MyTalluud, MuUcceHc-MyTauuu). 'eH SMN2 sBasieTcst uctod-
HUKOM CHHTE3a M3MEHEHHOM, HEeCTaOMJIbHOM M OBICTPO pa3pylla-
roueiics n3ogopMbl 0eka SMN, HecrmocoOHOro KOMITIEHCUPOBATh
nocaeactsuii aenenuii B SMN1. Eciu ren SMN1 He ¢yHKIIMOHAIEH
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WIN OTCYTCTBYET, cTenieHb TskecT CMA 3aBUCUT OT KOJIMYECTBA KO-
nuit SMN2 [18, 22, 39, 101].

3abojieBaHNEe MOXET HAYMHATHCS B pa3IMUHOM BO3pACTe U TIpe-
CTaBJISIET IIIMPOKUIA CIIEKTP pa3HBIX MO CTETIEHU TSKECTU CUMIITOMOB
(puc. 6.5).

CMAO0 CMA 1 (60%) CMAIl
BoapacT gebora: 6onesHb BepaHura — 6onesHb ybosuua
BHYTPMYTPOOHO foddpmaHa Bospacr gebiota: 7-18 mecsues
KAnHuMKa: CHIDKEHHAs BospacT AebioTa: o 6 MecALes KnuHunka: momeprupasust MBI
JIBUTaTe/IbHAd aKTHBHOCTD eIlle KAWHnKa: 10X0e yiepiate 11ed 1 Gegep, c1adocTh
10 POKICHIA, BRIPAKEHHAT FOTOBEL, CTAGOCTH MBI IL1eY K HIGKHEH HEITFOCTH, MOXET
¢1a0oCTh, AbIXaTelbHas GeJlep, HapyIIeHHe IBIXAHHS I CaMOCTOSITEIBHO CHJETh, HO HE
HEII0CTATOHOCTD, TPYIHOCTB KOPMIEHHS - PHCK CIIOCOGEH XOIHTh
CHMITOMOKOMILIEKC «BSUTOrOY aCIIHpALIH [THI, CHINT TOTHEO OskHaeMast
OpeﬁeHKa ¢ TIOIUIePKKOiT [PONOKHTEILHOCTD JKUBHH: >2
DiKHIAEMAd ) Osxuaemast JIeT
TPOIOTAHTENBHOCTD KHSHIL: IIPOOKATEIEHOCTE JKH3HH: <6
<1 Mmecsma MeCALEB
CMAI CMA IV
(6onesHb Kyrenbbepra — BenaHaepa B3pocnan popma
Bospact aebiora: nocne 1,5 ner Bospact gebrota: nocne 30 net
KAvHMKa: HapacTarommas c1aboCcTh MBIIIIT KAUHMKA: ¢1aGocTh MBI LT 1
Geziep, XOIUT CaMOCTOSATENBHO, HO CO Oenep, caMocTogTeIbHAad XoIb06a, HO
BPCMCHEM MOKET yTPAaTHTb 3Ty BIOCIEICTBUH MOTYT MOABHTHCS
CIIOCOGHOCTh, PHCK Pa3BUTHI OKHPEHUS H TPYIHOCTH C IepeBIKEeHIEM
0CTEOII0po3a

Puc. 6.5. Tunbl CMA'

Heonartanbubiii cKkpuHUHT CMA TIpOBOIMTCS MYTEM MOJIEKYJISIp-
Ho-reHeTuueckoro uccienosanus JIHK, BoiaesieHHOM U3 cyxoro nsit-
Ha kpoBu, MeTonom IIIIP (monumepasHas uemnHas peakius). [1pu
MO3UTUBHOM pe3yjibTaTesl, BbISIBIEHUY TOMO3UTOTHOM JeJeLIMU 9K30-
Ha 7SMN1, npoBoaUTCs KOHCYJIbTallUs TeHEeTUKa, [TOBTOPHBINA aHa-
JIN3, TIOATBEPXKIeHNEe pehepeHCHbIM MEeTOA0M (aHaIu3 Yucsa KOMuid
reHoB SMN1, SMN2 metonom MLPA). CnenyeT mOMHUTB, YTO OKOJIO
2—4 % OOJBHBIX, Ube 3a00JIeBaHUE 00YCIOBIECHO TOYKOBBIMY MYyTal[-
sIMU B TeHe, He OynyT nuarHoctupoBaHbl mpu HC [22, 40].

B nocnenHue ronbl ObLT OCylIECTBAEH MPOpbIB B JeueHuu CMA.
Ha ceromnstiiHMii JeHb CYIIECTBYET HECKOJIBKO TeHOTeparieBThYe-

' Pucynoxk Kynpsisuesoii E. B.
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CKUX TIpETapaToB, BIMSIONIMX HEMTOCPEACTBEHHO Ha MPUYMHY 3a00-
JieBaHMS1. D GHEKTUBHOCTh Tepaluy HAMpsIMYIO 3aBUCUT OT BO3pacTa
noctaHoBKu nuarHo3da CMA, u HauIydllye pe3yabTaThl JOCTUTAIOT-
csl, eI JIeYeHUE HayaTo JI0 MOsIBJIEHUS TIepBbIX cMMITTOMOB [39, 101].

Hycunepcen (cniumHpasa) 3apeructpupoBas mis Becex Tunnos CMA
B CIIIA B neka6pe 2016 r., omo6peH 1151 mpuMeHeHust B EBporie B Mae
2017 r., B PO 3aperucrpuposan 16 aBrycra 2019 r. Hycunepcen yBe-
JINYMBAET KOJUUECTBO TPAaHCKpUNTOB reHa SMN2, comepxKallux 3K-
30H 7. OH yBeMYMBAET IMPOAYKIINIO TIOJTHOPAa3MEPHBIX TPAHCKPHUTITOB
MPHK u 6enka SMN y manmentoB co CMA. Ha3zHaueHue HycuHep-
ceHa nokasaHo nanueHTtam co CMA npu Hanuuuu 2X 1 60j1ee KOImuii
reHa SMN2.

CnHpas3a BBOIWUTCS MHTPATEKaIbHO, peKOMEHIyeMas J03MPOB-
Ka cocrtaBisgeT 12 mr (5 mu1) Ha ogHO BBeAeHue. HayanbHoe JieyeHne
¢ 4 HACBIIIAIONINX 103; TIEPBbIC 3 HACHIIIAIOINE TO3Bl BBOISTCS C MH-
TepBajoM 14 nHeii; 4-s1 HachIamLIas 103a BBoguTcs yepe3 30 mHeit
mocye 3-if 103bl; gajiee BBOAITCS ITOMIECPKUBAIOIINE 036 TT0 OMHOM
Kaxnple 4 mecsua [39, 43].

Pucaunam (OBpucau) 6nu1 3apeructpupoBaH B CIIIA B aBrycre
2020 r., B Poccunm 26 nostops 2020 . IpencraBisier MoguduKaTop
CITIaliCMHTa TIPEeIIIeCTBEHHNKA PUOOHYKJIEMHOBOM KHCIIOTBI TeHa
SMN2, koppurupyet crutaiiciir SMN2, IpuBOINUT K YCTOMYMBOMY
1 JJIATEILHOMY YBEJIWUYEHUIO KoJndecTBa Oenka. [Ipemapar mpume-
HSIeTCSI BHYTPbD 1 pa3 B CyTKU, peKOMEHIyeMasi CyTOuHasi 103a OT 2 Me-
csueB no < 2 jger — 0,20 mr/kr, > 2 et (Macca tena meHee 20 Kr) —
0,25 mr/kr, > 2 net (Macca Tena 6osee 20 Kr) — 5 Mr.

OnacemMHoreH abermapBoBeK («30JreHcMa») ObUT 3aperucTpupO-
BaHB CIIIA B mae 2019 r., B EBponie B mae 2019 r., B P® — 9 neka-
ops 2021 1., ssBiIsieTCs mpernapaToM FeHHOM Tepanuu, pa3padoTaHHBIM
JJIs1 JIeYeHUs] OOJIbHBIX MPOKCUMAJIbHOW CIMHAJbHON MBIIICUHOM
arpodueii, BbI3BaHHON HapyiieHueMm B reHe SMNI1. OHaceMHoreH
abernapBoOBeK JOCTaBJSIET CUHTETUYECKYIO (DYHKIIMOHAJbHYIO KOTIUIO
reHa SMN 1 B KJIeTK1 ABUTaTeIbHBIX HEPOHOB, UCIIOJIb3YS aleHO-ac-
COLIMMPOBAHHEBIN BUPYC-BeKTOp 9-T0 cepoTumna (scAAVY). IIpemapar
BBOAUTCSI BHYTPMBEHHO, KareabHO U ogHOKpaTHO [50, 101].
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BHenpenve B KIMHUYECKYIO TIPAKTHUKY MATOTEHETUIECKOU Tepa-
MUY TIPUBEJO K BBIKMBAHMIO CaAMbIX TSDKEJIBIX MALIMEHTOB, MOSIBIIC-
HUIO HOBBIX (DEHOTHUIIOB O0JIE3HM, OTHAJICHHBII ITPOTHO3 ITOKA HE 13-
BECTEH.

MepBUYHbIE UMMYHOAEePMUMTBI (MNA)

Ilepsuunsie ummynooepuyumo: ([IMJ]) — reHETUYECKU-AETEPMU-
HUpOBaHHbIC 3aboyieBaHUsI (HACJIEACTBEHHbIC WJIM BPOXKICHHbBIC),
B OCHOBE KOTOPBIX JeXaT MOJEKYISIPHO-TeHEeTUUeCKue Ne(eKThI,
MPUBOASIINE K HAPYIIEHUSIM KacKala UMMYHHBIX peaklMi, MpoJiu-
depanuu, auddepeHIUPOBKA U (PYHKIUK MMMYHOKOMIETEHTHBIX
KJIETOK, XapaKTepU3YIOLIUeCs TSKeJIbIMU MH(MEKIIMOHHBIMU TTPOLIeC-
caMu, ayTOMMMYHHbBIMU 3200JIeBAHUSIMU, ayTOBOCTIAIUTEIbHBIMU 3a-
0oJIeBaHUSIMU U TIOBBIIIIEHHON CKJIOHHOCTBIO K Pa3BUTUIO 3j0Kaue-
CTBEHHBIX HOBOOOpPA30BaHUIA.

XapakTtepHa reHetndeckas reteporeHHocTb I[TW]I. M3BecTHO 60-
nee 300 Hozonoruit, okoyuo 400 reHOB ¢ pa3IMYHBIMU TUIIAMU HacCJIe-
noBaHusl. Beiaensitor pasnuuHbie opmbl TTU: Tsokenass KOMOMHU-
poBaHHasi uUMMyHHast HegocTaTtocHocTh (TKMH), nedexTnl anTHTEN,
nedekThl (haroluToB, Ae(PEKThl BpOXKIECHHOTO UMMYHUTETA, Ae(DEKThI
CHUCTEMbI KOMIUIEMEHTA, C CUHIPOMAJIbHBIMU TIPOSIBICHUSIMU U NIPY-
rue [91, 100].

Jns 6onpHbIX TTW] k1uHM4YecKass KapTuHa 3a00JieBaHUS ITOJIM-
MopdHa M MOXKET MPOSIBISTHCS: PEUUAUBUPYIOIIUMU CUHOITYJIb-
MOHAJbHBIMU MHGbEKIUIMU, TOPIUAHBIMA K CTAHIAPTHBIM CXeMaM
Tepanuu, pelUAUBUPYIOIIMMU THOMHBIMU OTUTAMU, CTOMKUM dHa-
peUHBIM CUHIPOM (B TOM UHMCJie C pa3BUTUEM CHHIPOMa MajibabCcop-
6uMmn), MHQEKIIMOHHBIMU apTPUTAMU, STIU301aMU TSXKEJIBIX CUCTEM-
HBIX UH(peKIUA (MEHUHIUT, CEIICUC), CUMIITOMAaMU MaTOJI0TMYECKOMI
numornponudepaunu (ctoiikas auMdoaaeHONaTUs HECKOJIbKUX
rpynn auMdOoy3JIoB, CIZIeHOMeranus, JuMdonuTapHas MHOWIbTpa-
LIS JIETKUX U IPYTUX OPraHOB, HOMYJISIpHASI TUTIEPILIa3usl CIM3UCTOMN
XKKT u ap.), ayTouMMYHbIMU TIPOSIBJCHUSIMU (LIMTOTIEHUN), TPaHY-
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JIeMaTO3HBbIM BOCHaJeHUEM B opraHax (CapkouaoIoa00Hble U3MEHe-
HUS B JIETKUX), BBISIBJIEHWE OPOHXOZKTAa30B, OCOOCHHO Y MOJIOIBIX,
3JI0Ka4eCTBEHHBbIE 00pa30BaHUS TUM(POUIHON TKAHU.

[Ipu HeoHaTaJlbHOM CKPUHUHIE Ha HauboJsiee TSDKEble MepBUY-
Hble UMMYHoAeduLuThl MeTogoM I[P B pealbHOM BpeMeHU B BbI-
CYILIEHHBIX TMSITHAX KPOBU OCHOBHBIMU MapKepamu siBisitorcsi TREC
n KREC.

TREC-T-cell receptor excision circle (T-pelienTopHOe 3KCLIM3UOH-
Hoe KoJblio) U KREC-k-deleting recombination excision circle (kar-
na-AejJellMOHHOE PEKOMOMHAIIMOHHOE SKCIIM3MOHHOE KOJbIO) —
cypporaTHbie MapKepbl HauBHBIX T 1 B-1uMdouunToB, OHU SIBIISIIOTCS
koJableBbiMU JJHK-cTpykTypaMu 1 06pa3yroTcs Kak MTOOOYHBIN ITpo-
IyKT popmMupoBaHus crienuduyeckux peuentopoB T- u B-nmumdbpo-
LIUTOB.

IToporosbie 3HaueHuss TREC u KREC B Hactosiee Bpems B PO
omnpeneneHbl Kak 100 xormii: 10°. Tlpu cHmkenum ypoBHsT TREC
n/umn KREC Huke moporoBbIX 3HAYEHUM MPOBOIUTCSI IIOBTOPHOE
TECTUPOBAHUE W3 APYTroro msiTHa Toi ke KapThl. [Ipy moBTOpHOM
MOJyYEeHUN 3HAYEHUU MoKa3aTesieil HUXe MOporoBbiX, pe0eHOK dKC-
TPEHHO BBI3bIBAECTCSI HA KOHCYJIbTALIMIO Bpaya-UMMYHOJIOTa U/UIu
Bpaya-TeHEeTUKa [JIs1 OLEHKU KJIMHUYECKOTO COCTOSIHUSI pebeHKa.
[ToaTBepxnamoIas IMAarHOCTUKA JOJDKHA OCYILIECTBISITbCS B KpaT-
yaiiime cpoku (oo 2 gHeit), TpedyeT 3abopa kpoBu ¢ DA TA mist mpo-
BeJeHUsI UMMYHO(PEHOTUTTUPOBAHUS TUMGPOLIMTOB METOIOM MTPOTOY-
HOII IUTOMETPUHU B pehepeHCHOI J1abopaToOpuu.

OCHOBHBIMU HaIpaBJIeHUSIMHU B JieueHUU 001bHbIX [TW]] siBastroTCSI:

1) 3amecTuTEeNbHAS TepaINs JOHOPCKUMU UMMYHOTJIO0YIMHAMU
(MMMYHOTJI00YJIMH YeJIoBeKa HOPMaJIbHBbI);

2) mpoduiiakTuka u/uian Tepanus MH(GEKIMOHHBIX IIPOSIBICHUNA
(aHTMOMOTUKOTEPAIHUSI);

3) Tepanus NposIBICHUIA UMMYHHOI TUCPETYJISILINY;

4) TpaHCILJIaHTAllMsl TeMaTOIMOATUYECKUX CTBOJIOBBIX KJIETOK/
TI'CK (mipu HekoTophix opmax I[THU) [91, 100].
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KoHTpO/IbHbIE 3040HUA

1. Hepe‘{I/ICHI/ITe MCTOAbI TMAarHOCTUKU, IMPUMEHACMbBIC B paMKaxX
HCOHATaJIbHOIo CKpMHMHTA.

2. IapanTupyeT 1M IpOBeACHNE HEOHATaJbHOIO CKPMHUHTA OT-
CYTCTBME r'eHeTUUeCKMX 3a0oyieBaHnii, BKJItoueHHbIX B PHC, y pedeH-
ka? OObSICHUTE IOYEMY.

3. IloaroToBbkTe 3cce Ha Temy: «PacimpeHue mporpaMM HeoHa-
TaJbHOTO CKPMHMHTA. 32 U IPOTUB».

4. Ipu mnaHUpoBaHUM OEPEMEHHOCTU CYIIPYTM MPOBEIW paCIlM-
PEHHBIN CKPMHUHT Ha HOCUTEILCTBO HACIIEACTBEHHBIX 3a00JIeBaHUIA,
MO3TOMY PEellWIv, YTO TTPOBEJeHE HEOHATAIbHOTO CKPMHUHTIA PeOeH-
KY He lieJIecOO0pa3Ho, MOJNMCaIM OTKa3 OT MPOBEAEHUs TaHHOTO MC-
caenoBaHusi. Kak BbI MOXKeTe UM OObSICHUTD, TOYEMY BCE e CTOUT ITPOo-
BECTU peOEeHKY 3a00p KPOBH U3 IISITOUKY U HEOHATAJIbHbBINA CKPUHUHT?

5. Y pebGeHka BbIsIBJIeHA CIIMHAJIbHAs MbIIEYHAasl aTpodus, IOMI-
TBepKIarolliasi AMarHoCTUKa MPOBeJeHa, BbIsIBJieHa TOMO3UTOTHAs Je-
nenus 7 ak3oHa SMNI. IIpu oGcnenoBaHuM poauTeNeil y MaTepu pe-
OeHka BbisiBiieHa 1 Konust reHa SMN1 (reTepo3uroTHoe HOCUTEJIbCTBO
Jesieln), y oTia BbIsiBIeHO 2 Konuu SMN1 (HOCUTEIbCTBO IeeLun
SMN He BbIsIBIIcHO). YeM MOXHO OOBSICHUTD JAHHYIO CUTYaLnio?

6. CoeiuHUTE T€HBI M aCCOLIMUPOBaHHLIE 3abojeBaHus. Kakoit
TUI HACJIeOBaHUS XapaKTepeH it BCeX dTHUX 3a00yieBaHmit?

\ L — \ \ CYP21A2 \
\ MyKoBMcuma0s \ \ GALT \
\ CnuHanbHas MblWeUHan aTpodua \ \ CFTR \
\ Fanaktosemus \ \ SMN1 \
\ BAKH \ \ PAH \
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TecToBbl€ BOMPOCHI

1. /L5 BbIsIBJIEHUSI KAKMX HACJIEICTBEHHBIX 3200/1eBaHMii, BKIIOUEH-
Heix B PHC, ucnoan3yiorcs MoJieKyJIIpHO-reHeTHYeCKrHe MeTO/Ibl Aua-
THOCTHUKH:

1. ®eHNIKEeTOHYpHS.
2. MyKOBUCIIMIO3.

3. CMA.
4. OpraHuyeckue auuaypuu.

2. Kakoii u3 npenapaToB, npuMeHsieMbIX J1s1 JedeHnsi CMA, oTHO-
CUTCA K TeHOTepaneBTHYECKUM npenapatam?
1. CninHpa3sa.
2. 3onreHcma.
3. Pucaunnam.
4. DBpucIn.
3. OcHOBHBIMH MapKepaMM Kakux 3a0ojeBanmii siBiasorcas TREC
u KREC?
1. IlepBu4yHbIE UMMYHOIE(UILINTHL.
2. OpraHuyeckue auuIypumu.

3. BAKH.
4. CMA.

4. JIns Kakoro 3a00jieBaHUs BIEPBble ObLI BHEAPEH HEOHATAJIbHBIN

CKPUHHUHT?
1. MykoBUCLIMIO3.
2. BpoXneHHBII TUIIOTUPEO3.
3. Cungpowm JlayHa.
4. eHUNTKETOHYPUS.

5. Kakoe KoJIM4ecTBO 3a00JIeBaHUIA BKJIIOYAET MpPOrpaMma paciim-

PEHHOT0 HEOHATAJILHOTO CKPUHUHTA?
1. 5.
2. 16.
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3. 36.
4. 58.

6. Ha kakue CyTKM XXU3HM PEeKOMEHIyeTCsl MPoBe/ieHe HEOHATAIb-
HOTO CKPHHHMHTA Y JOHOIIEHHBIX HOBOPOXKIEHHBIX ?
1. 2.
2. 4.
3. 7.
4. 10.

7. KakoBa 4acToTa BpPOXIEHHOr0 runoTupeo3a B PMO?
1. 1:1200.
2. 1:3600.
3. 1:8500.
4. 1:10000.

8. MapkepoM Kakoro 3a0ojieBaHHs SIBJISIETCS NMOBBINIEHHBI Ypo-
Benp» UPT?
1. ®KY.
2. l'anakro3emus.
3. MyKOBUCLIMIO3.
4. BI'KH.

9. Ha onpenejieHu! yPOBHS KAKOT0 rOPMOHA OCHOBAH HEOHATAIbHBII
ckpuaunr BJIKH?
1. 17-OH-niporectepoH.
2. Koptuzosn.
3. AKTT.
4. TecToCTEpOH.

10. Kakoe 3a0ojieBaHMe He BXOAMT B NPOrpaMMmy HEOHATAJIBHOTO
CKpUHMHTa?
1. ®KYV.
2. Cunnpowm dayHa.
3. MyKOBUCLMIO3.
4. I'nmmotupeos.
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BHYTOUMKNETOYHbIX OPIraHEN/

MuTOXOHApPHA/IbHbIE 60N1€3HMU

Mumoxondpuanvroie boaeznu (MbB) — 3T0 reTeporeHHasi rpyria 3a00-
JIeBaHUH, 00YCIOBIIEHHBIX TEHETUYECKUMMU, CTPYKTYPHBIMU, OMOXUMU-
YecKUMU aeheKTaMM MUTOXOHIPUI W HapylIeHWEM TKaHEBOTO JbIXa-
HUsl. OHU MOTYT OBITh JeTePMUHUPOBAHbI MyTauusmu sinepHoit JTHK,
MyTalusIMU coOOCTBeHHO MuToxoHnpuaibHoi JIHK 1 HapyiieHuem B3a-
UMOJCMCTBUSI MEXIY MUTOXOHAPUATBHBIM U SIACPHBIM TeHOMaMu (Me-
JKreHOMHBIE AedeKThl) [23].

Briepseie B 1962 r.I1. JIrodT ¢ KoleraMu yKas3ail Ha BO3MOXKHYIO
B3aMMOCBSI3b Ae(heKTa MUTOXOHIPUIA U PA3BUTUS Psiia MATOJIOTMUECKUX
COCTOSIHUIA. ABTOPBI OMNUCAIM JIByX CECTep C HETUPEOUTHBIM THUIIEp-
MeTa0OJIM3MOM U HapylIeHWEeM IIPOLECCOB OKMCIUTENIBHOIO (ocdo-
PUIMPOBAHUS B MUTOXOHAPHUSIX MbILIEYHON TKAHU OOJIbHBIX (00J1€3Hb
Jrodra). B nocnenyoniye roapl ObUIO OMKMCAHO OOJIBIIOE KOJIUYECTBO
Ho3oJornueckux opm. [I1st HUX XxapakTepHa BbICOKasl OMYJISIIIMOHHAS
4yacToTa, UCKJIIOUUTEIbHASI T€HETUYeCKasi TeTepOreHHOCTh, KIMHUYe-
CKUi noauMophu3M. MUTOXOHApUATbHBIE O0JIE3HU SIBJISIIOTCS ITpeIMe-
TOM M3Yy4eHUsI Bpauyeli pa3HbIX crieluaibHocTell [14, 24, 31, 47].
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CyMmapHass 4acToTa MMTOXOHIIPUAJIbHBIX OO0JIE3HE COCTaBJIsIET
ot 1:5000—1:10000. MuTtoxoHapuanbHble 60one3Hu (MB) — 310 ca-
MbI€ YaCThle HEPBHO-MBIIIEYHBIE 3a00JI€BaHNSI Y B3POCILIX [24].

Mumoxondpus (MTX) — 3T0 BHYTPUKJIETOUHAs OpraHeJa, IJu-
Hoit — 1,5 Mxm, nuametrpoMm — 0,5 MKM, comep:Kaiiiasi YHUKaJIbHbBII
TeHOM, M obOecreurBaloiasi 2 TIaBHBIX MPOLecca SHEPreTUYECKOro
oOMeHa — a’po0HOE OKHCJIEHHE M OKMCIUTeIbHOe (hochopuinpo-
BaHUe, conpsikeHHOe ¢ obpazoBaHueM AT® (ageHo3uHTpUdOCchOp-
HOI KMWCJIOTBI). DIIEKTPOMUKPOCKOIIMYECKM IIPEACTaBIsIET COOO0i
KOPOTKMIA U3OTHYTBIN LIMJIMHIAP, CUCTeMa ABYX 3aMKHYTBIX MeMOpaH
(7 HM) — HapyXHasi 1 BHYTpeHHss (KpucThl). BHemHsst MmeMOpaHa
MpOHMIIaeMa TSI BEIIECTB C HU3KOW MOJIEKYISIpHOU Maccoil. BHy-
TpeHHsSISI MeMOpaHa — 2HeproIpeoodpasylolias CTpyKTypa, KoTopast
COAECPXKUT KOMIUIEKChI (pepMEHTOB (MepeHOC 3JEKTPOHOB, OKUCIIM-
TenbHOe (pocoprmmmpoBanue). MTX comgepkaTcs B IUTOILIa3Me BCEX
adPOOHBIX 9YKAPUOTUUYECKHUX KJIETOK, B KJIETKE YesloBeKa OOBIUHO CO-
nepxutcs okoso 2000 MTX [2, 47]. CtpoeHre MUTOXOHIPUY CXeMa-
TUYHO U300pakeHo Ha pucyHke 7.1.

B ¢ynkumonupoBanuu MTX 3anmeiictBoBaHo okosno 1500 pazmmu-
HbIX 0eJIKOB, U3 HUX 15% BoBneueHbl B oOpasoBaHue ATD, 20—25%
PETYIUPYIOT pabOTy MUTOXOHIPHATHLHOTO T€HOMA, OCTATBHBIE CBSI3a-
HbI C PA3IMUYHBIMU KJIETOYHBIMU CUTHAJIBHBIMU MYTSIMU 1 BOBJICUEHBI
B TIIPOIIECCHI ICJICHUS U CIIMSTHUS MeMOpaH.

Matpuke Monekynbl ATD-cuHTeTasbl
Pu6ocoma

Me>xmembpaHHoe
NPOCTPaHCTBO

KpucTbl

IHK
BHyTpeHHAA membpaHa

[paHynbl Hapy»Hana mem6paHa

Puc. 7.1. CTpoeHne mMutoxoHgpuu'
' Pucynoxk Kynpsisuesoii E. B.
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MUTOXOHOPWANbHbIE 60ne3Hm

MutoxonapuansHasg JHK (mMmtJHK) — aBToHOMHas mo OTHO-
LIEHUIO K SIAPY ABYXLIeNovyeuyHas KoJblieBasi MOJIeKyJa, coaepKalias
16569 map ocHoBanuii. Ctpykrypa MTJIHK mnonaHocThio paciiud-
poBaHa — OHa coAepXUT 37 TeHoB, KoTopble KoaupyoT 2 pPHK,
22 TPHK, 13 6enkoB, Bxogsmmux B coctas I, III, IV, V xomiiekcon
JbIXaTeJIbHOUN LeMU MUTOXOHAPUIA. MUTOXOHAPUAIbHBIN TeHOM Ha-
cJiefyeTcsl Mo MaTePUHCKOM JTMHUM, YEPE3 LIUTOILIa3My SIMLIEKIETKY.
B onnoit MTX coaepxkutcst 2—10 xonuit Mmojiekyn MTIHK.

JJ1s1 MUTOXOHIPHUATBLHOTO TeHOMA XapaKTepeH Psil 0COOEHHOCTEIA.

1. deHOMEH reTeporuia3aMuu — OJHOBPEMEHHOE MPUCYTCTBUE
B KJIETKaxX KaK MyTaHTHOM, TaKk 1 HopMayibHO mt/IHK B pasnmuHbIx
COOTHOIIEHUSIX (€CIM MyTaluii MPUCYTCTBYET BO BceX Komnusix MTIHK,
TO 3TO HA3bIBACTCSI «TOMOTLIA3MUSI».

2. 'eHOM HempepbIBEH, HE COAEPKUT UHTPOHOB.

3. 3HaUUTENbHO BHIIIE CKOPOCTh HaKOIUIeHUs MyTanuii B mtJIHK
B (p1J10- ¥ OHTOTEHe3e, BHICOKAs YacToTa MyTallnii de novo.

4. IToporoBeiit 3(ppeKT — 15 IMPOSIBICHUSI MyTallMii B 9HEPro3a-
BUCHUMBIX TKaHAX Heooxoanma 10 MyraHTHbBIX JIHK Britre 60—70 %,
B MeHee dHepro3aBUCUMBbIX — BbIte 90 %.

Ilepsuunvie MBb — 3TO reHETUYECKM O0YCIOBICHHbIE (TTATOreHHbI-
MU F€eHETUYECKMMU BapuaHTaMU B SIAEPHOM UM MUTOXOHIPUATIBHOM
reHoMax) MOHOTEHHbIe 3a00JIeBaHMSI, XapaKTePU3YIOLLIUECs HapyIle-
HUEM CTPYKTYPhI WM (PYHKIIUM OKUCIUTEIbHOIro ochopuirmpona-
HUSI, BKJIIOYAs 3JIEKTPOH-TPAHCITIOPTHYIO ceTh [23].

st 6oJ1e3Helt U3 3TOM IPYIIIIbI, CBSI3aHHBIX C Ae(eKTaMu SIAePHOM
JAHK, omucaHbl Bce TUIMBI HACAEAOBAHUSI: ayTOCOMHO-ITOMMHAHT-
HBII{, ayTOCOMHO-PELIeCCUBHBIN, X-cLeIleHHbIA. JIist OoJie3Hel,
CBSI3aHHBIX ¢ AedekTaMu MuToxoHapuaabHoit JIHK xapakrepeH oco-
Oblli MaTepUHCKUIA TUIT HacjenoBaHUSI (MUTOXOHIpHAaJbHAs LIUTO-
rIa3MaTuyecKkast HaclaeICTBEeHHOCTD).

Kputepruu MUTOXOHIpUAIBHOI HACIEICTBEHHOCTHU:

1) Gone3Hb nmepenaeTcsl TOJbKO OT MaTepu;

2) 00JeTh MOTYT U AEBOYKM, 1 MATLYUKMU;

3) GoJIbHBIE OTIIBI HE MepeaaloT MyTalMO HU AoYepsiM, HU Chl-
HOBBSIM.
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Cpoku manudectauud Mb MoryT ObITh B JIF0OOM BO3pacTe: C mep-
BBIX JHEH XM3HU 10 B3pOCJIOro Meproa, AjIsi OOJbIIMHCTBA HO30JI0-
Uil XapaKTepHBI OIpene/ieHHbIe CPOKK AcOioTa. TeueHne MUTOXOH-
JIpUalIbHBIX 3a00JIeBaHUI TpoTpeccupylollee, MOJHOe MPOSIBICHUE
crenMPuIecKoro CHMMITOMOKOMITIIEKCA pa3BMBAETCS Yepe3 Ompene-
JICHHOE BpeMsI MocJie Ae01oTa, YTO MPUBOJIUT K 3aTPYAHEHUIO PaHHENH
MUAarHOCTUKU; PEIKO BCTPeYaroTcsl (hOPMBI ¢ OJArONMPUSITHBIM Te-
YeHUEM.

TunmyeH KIMHUYECKUN MOJIUMOP(GU3M: OT OTCYTCTBUS (PEHOTH-
MUYECKUX MPOSIBJICHUI 10 (paTalbHOIO Pa3BEPHYTOrO MPOrpeccupy-
IOIIIero 3a00ieBaHMsI, TpaHC(hopMals OTHON KIIMHUYECKOU (hOpMbI
B JPYIY10, 4TO 00YCIOBAEHO (PeHOMEHOM TeTepOIIa3MUM U TIPUCYIIE
nepekram MT-JIHK. XapakTtepHa mnonumopraHHasi CHUMIITOMATHKa.
HauGosee yacTo nopaxkarTcsi HepBHasl, MbIlLIeYHasl, SHAOKPUHHAsI
CHCTEMBI, YTO OTpaXkaeT 3aKOHOMEPHOCTb B TOTPEOHOCTM TKaHEM
B DHEPIUMU.

OCHOBHBIC KJIMHMYECKHWE CUHIPOMBI IO CHCTEMaM IIpeIcTaBlie-
HbI HUKE.

MuonaTu4ecKuii CHHIPOM:

1) cnabocThb U aTpO(P UM MBIIIILL;

2) CHIXKEHHE MBIIIEYHOTO TOHYCA;

3) MMaJITUU, KPAMIIU;

4) HemepHOCUMOCTh (PU3NUECKOI HAarpy3Ku (yCUJIeHNE MbIIIeY-
HOI cj1abocTu M 00JIM, PBOTA, TOJIOBHAS OOJIb).

ITopaxxeHue HEpBHOI CUCTEMBIL:

1) pecnmupaToOpHBIii 1 HEUPO-AUCTPECC CUHAPOMBI;

2) HapylIeHNe TICUXUIECKOTO M CTATUKO-MOTOPHOTO Pa3BUTHSI;

3) perpecc MpUOOPETEHHBIX HABBIKOB,

4) cynoporu (I'TKII, MuokioHun);

5) aTakcusi;

6) CITaCTUYHOCTD;

7) mTO3, Hapy>XHas1 O(PTaTbLMOIICTUS;

8) MHCYIBTOIIOOOOHBIE 3IMU304bI, TOJOBHbIE 00U, TOJOBO-
KpyXeHue, TeMHuaHoIcusl, Tepudepudeckass HelponaTus
(B cTapieM Bo3pacTe).
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IMopaxkeHnue cepaua:
1) runeptpoduueckas uiv/v nujaTaloOHHas KapauOMUOMNaTUSI;
2) G0Kaabl MPOBOMSIIEH CUCTEMBI Ceplia.
JIOP-naronorus:
1) cHUzKeHHUe cllyXa CEHCOHEBPAJIbHOTO IIPOMUCXOKICHMSI.
HapyiieHust opraHoB 3peHust:
1) aTpodust 3puTEIbLHBIX HEPBOB;
2) NUTMEHTHAasl IeTeHepalys CeTYaTKU;
3) KarapakrTa.
[TopaxxeHue xkenyn04YHO-KUILIEYHOTO TpaKTa:
1) nmporpeccupyroliiee yBeIuUeHUE MEUCHU;
2) meYyeHOoYHasl He1I0CTaTOUHOCTb;
3) CUHAPOM LIMKJINYECKOI PBOTbHI, TUAPES;
4) 9K30KpHMHHAsI HEAOCTATOUHOCTD MOIXKETYI0UHOM XKee3bl;
5) aHopekcus, gucdarus.
ITopaxeHue moyex:
1) muchyHKIMS TOYEYHBIX KaHAJIBLEB — TYOYJI0IIaTUM (110 TUILY
cuHapoma PaHKOHU);
2) docdatypus;
3) roKo3ypus;
4) aMUHOALUIYpHUSI.
HapyiieHust SHIOKPUHHON CUCTEMBI:
1) 3amep:xka pocTa U KOCTHOTO BO3pacTa;
2) HapyllIeHUe ITOJIOBOTO Pa3BUTHUSI;
3) TMUIIOTJIUKEMUS;
4) caxapHBblil 11a0ET;
5) HecaxapHbIii 1uabeT;
6) rurorajaMo-TUIo(pu3apHast HeAOCTATOUHOCTb;
7) neuLIUT TOPMOHA POCTa;
8) rurnoTupeos, TUIONapaTUPeO3s;
9) runepanbIOCTEPOHU3M.
OCHOBHbIE OMOXMMUYECKUE MPOSIBIEHUS MPU MUTOXOHIpUAJb-

HBIX 3200JIEBaHUSIX BKITIOYAIOT:

1) usmenenue pH-anuno3 (N 7,35 no 7,45);
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2) MOBBIIIEHUE YPOBHSI MOJIOYHOM K1CaIoThl — JjaktaTa (N 1,0—
1,7 mmonb/n);

3) NoBbIlIEHKWE YPOBHS JJaKTaTa U MypyBaTa B IUKBOPE;

4) noBbIlIIEHNE COOTHOIIEHUS JJaKTaT/MUpyBaT B KpoBU > 15;

5) TOBbILIEHWE YPOBHS KETOHOBBIX T€J B KDOBU U MOYE;

6) TIOBBIIICHWE COOTHOIIEHUS 3-THMIPOKCUMACISTHOM M alleTo-
YKCYCHOM KHCJIOT B KPOBU;

7) TUTIOTIMKEMMUSI,;

8) moBbIIIEHUE COAEPXKAHUS aMMUaKa B KPOBHU;

9) MmoBbIlIEHUE YPOBHSI aMUHOKUCIOT B KPOBU U B Moue (ana-
HWHa, TJyTaMWHa, TJIYyTAMMHOBOUM K-Thl, JIelIMHA, BaJMHA,
U30JICUIIMHA);

10) moBHILLIEHNE KUPHBIX KUCIIOT C Pa3IMYHON JIMHOM yIJIepOI -
HOM LIeTU B KPOBU;

11) moBbIIeHWE SKCKPELIUU C MOYOM OPpraHMYeCKUX KUCIIOT;

12) cHUXeHMEe YpOBHS O0IIEro KApHUTUHA B KPOBH;

13) moBbILLIEHWE COAEPXKAHUSI MUOTIOO0MHA B OMOJOTMYECKUX
KUJIKOCTSIX;

14) cunmxenne akTuBHOCTH O®D, OTHETBHBIX SH3MMOB B MUTO-
XOHIIpUSIX MUOLIMUTOB U (prbpobactos [2, 14, 47].

OcHoBHble naToMop¢osioruyeckue
NPOSABNEHUSA MUTOXOHAPUAbHbIX
3a6051eBAHUN

OaHUM U3 BaXHBIX MapKepoB, OOHAPYKMBAEMbIX TTPU MUTOXOH-
JIpUAJIbHOM MATOJIOTUHU, SIBJSIOTCS MOP(OJIOrnyeckre N3MeHEHUsT —
HaJM4YMe pBaHBIX (IIEPOXOBaThIX) KpacHBIX BOJOKOH — RRF (ragged
red fibres) B MbIIIIEYHBIX OMOIITATAX.

Marepuaniom 151 UCCIIeIOBAHUS SIBJISIETCS TKAHb CKEJIETHOIM MbIILI-
LIbl: YeThIpexrjaBasi Mblllla Oedapa, IMoJydyeHHas MyTeM OWOIICUU,
BOJIOKHAM CBOMCTBEHHa crielMduyeckasi CTpyKTypa, ornpeaeisieMast
MPU CBETOBOM MUKPOCKOITMHU ¢ oKpackoii no 'omopu. Bnepssie RRF
onucanbl B 1963 r. B. K. Durens, I'. JIxx. Kanunrem. [Ipu s51eKTpoH-

154



MUTOXOHOPWAbHbIE 6ONE3HWN, OBYCNOBAEHHbIE MyTALMAMM MEOHK

HOII MHUKpPOCKOIMHU ObLIO MoKazaHo, yTo IaTtoreHe3 RRF cBs3an
C KOMIIEHCATOPHBIM pa3pacTaHMeM Iyja TeHETUYECKU aHOMaJIbHbIX
MUTOXOHAPUIA TIPU IHEPreTUUECKON HETOCTATOUHOCTU (TMTaHTCKUX
MUTOXOHAPUI C Ie30praHM30BaHHBIMU KPUCTAMU U MUTOXOHIPUI
C aHOMAJIbHBIMU TMapaKPUCTALIUUYECKUMU WU OCMUODUILHBIMU
BKJtoueHUsiMK ). [1pucyrctBue RRF B MblllieuHOM OnonTaTe 60J1bHO-
ro C MUOIIATUEN VI MYJbTUCUCTEMHOM MATOJOTUEN CIYKUT ITOKa3a-
TeJleM MUTOXOHIpUAIbHOI TTpUpoabl 3a001eBaHus. PasButue dpeHo-
MeHa RRF MoxeT ObITh KakK BpOXXIEHHBIM, TaK U MPUOOPETEHHBIM,
U SBJIIETCS TTOKa3aTesieM MUTOXOHIpMaabHOTO aucTpecca [2].
OcHOBHbIE MATOMOP(MOJOTMUYECKUE TPOSBIACHUSI B MBbIIIEUHbIX
OuorTarax Mmpu 3JeKTPOHHOI MUKPOCKOMUU:
1) mponudepannss MUTOXOHIPUIA;
2) moauMopdu3M MUTOXOHAPUI ¢ HapyllleHUueM (OpMBbI U pa3-
Mepa, 1e30praHu3alreil Kpucr;
3) cKorieHue aHOMAaJIbHBIX MUTOXOHIPUI MO CAPKOJIEMMOIA;
4) HaJIMuMe B MUTOXOHIPUSIX MAPaKPUCTATUIMUECKHX BKIIOUEHUI;
5) HaMYre MUTOXOHIPUATHLHO-JTUTTUAHBIX KOMIUIEKCOB |14, 24, 47].

MuTOXOHAPUAbHbIE 60N1€3HM,
obycnoBneHHble myTaumamu mtAHK

CuHapoM KepHca — Ceinepa, KSS (MIM:530000)

Briepsoie T. I1. Kepnc u JIxx. I1. Ceiip B 1958 1. onucanu nauueH-
TOB, UMEIOIIMX HAPYXXHYIO 0(TaIbMOILIETHIO, TTMTMEHTHYIO JIeTeHe-
panuio cerdyatku U Kapauomuoriatuio. B 1989 r. Mopauic ¢ coaBTo-
pamu BeisgBIIM gejeuuy MTHK B MbIIeuHOM TKaHU y MAllMEHTOB
C 3TUM CUHJIPOMOM.

KSS B 90—95 % ciydyaeB 00ycliOBIeH KPYITHBIMU AeIeusIMU MT/] -
HK. Yame Bcero BoisiBisgeTcst oommrpHas neaeuust MtAHK, koTopast
3aTparuBaeT reHsl komruiekca 11 I, IV.
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[TomaBnsiomniee 4nCiao ciaydyaeB — cIiopaguueckue. XapaKTepHbI
¢eHOMEH reTepoIuia3Muu, Mporpeccupylollee TeyeHue. TUMUUHa
KIIMHUYECKas Tprama:

1) neo6rot mo 20 jer;

2) mporpeccupymoias oTaJIbMOIUIETUS (OTHUM U3 ITePBBIX K-
HUYECKUX MPU3HAKOB SIBJISIETCS TITO3 BEK);

3) NUTMEeHTHBINA PETUHMUT.

K ocHOBHOI1 Tpraae npu JTaHHOM CUHAPOME TTPUCOCIUHSIIOTCS Ya-

CTO OIWH WJIM 0oJiee U3 CIEeAYIONINX CUMIITOMOB:

1) aTpro-BeHTPUKYJsIpHas OJI0Kaga cepalia;

2) MO3XEUYKOBBII1 CUHAPOM;

3) MOBBILIEHHBIN YPOBEHb OesiKa B TUKBope (> 1 1/1);

4) MMOITATUYECKUIN CUHIPOM;

5) yTOMJIsIEMOCTb ITpU (PU3UYECKOI HATpy3Ke;

6) Tpu MOpaxkKeHUHU MBILIL TOPTAHU — M3MEHEHME TeMOpa royio-
ca, MmornepxuBaHUe Mpu eJe;

7) meMeHLMsI;

8) HelipoceHCOpHAsI TYTOYXOCTh;

9) sHOOKpUHONATUHU (CaxapHbIid 1Ma0eT, TMIIOTOHAAU3M, THUHE-
KOMAacCTHSsI, TUITONIapaTUPeO3).

JHK-muarnoctuka KSS mpoBomuTcs Ha 06ase jgaboparopuu ce-
JekTuBHoro ckpuHuHra @I'bHY MI'HII — nouck KpymHBIX Aeaeiuii
MtIHK metomom IIIIP oyeHb mamHHBIX (pparMeHTOB (KuIKask KPOBb
¢ ODATA, moua) [23, 47].

HacnepgcTtBeHHAA aTpodums 3pUTENbHbIX
HepBoB Jlebepa, HacCNeaACTBEHHAS
onTu4yeckas HermponaTus Jlebepaq,
LHON (MIM:535000)

BniepBbie 210 3a0oneBanue onucan T. Jle6ep B 1871 r. B 60onbImH-
CTBE cJTy4aeB IPUYMHOI HACIEeICTBEHHOI ONTUYeCKOI HeliporaTtun Jle-
oepa (HOHJI) sBnsteTcst ToukoBask MyTallMsl B OMHOM M3 TPEX MUTOXOH-
npuanbHbIX TeHoB — MT-ND1, MT-ND4 niu MT-ND6.
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3aboieBaHNE XapaKTepU3yeTcsl OCTPO MM MOIOCTPOIl MOTEpeit
3peHUsi, OOYCIOBJIEHHOW ABYCTOPOHHEHW aTpodueil 3pUTEIbHOrO
HepBa. Bo3pacT ne6rora 3a6oneBanus 6—62 roga (vame 11—30 ner).

HauanbHble TPOSIBICHUS: CHUXKEHUE OCTPOTHI 3peHUSI OAHOTO TJa-
3a (yalle LUeHTpaJibHble CKOTOMBI), OOJIEBbIE OLIYIIEHUS B 00JacTU
IJ1a3HOTO s16/10Ka, uepe3 7—8 Heneslb BOBJIEKAeTCsl BTOPOIi I1a3. 3pe-
HYE MOXET MOJIHOCThIO BOCCTaHABJIMBATHCS.

B HEKOTOpBIX Claydasix codyeTaeTcsl ¢ MOopakKeHUEeM HEPBHOM CH-
CTEMbI: TOJUHEBPOINATUsI, TPEMOp, aTaKCus, Iape3bl, YMCTBEHHas
OTCTaJIOCTh. MOTYT OBbITh HAPYIIEHUS CepACUHOM MTPOBOAUMOCTH, Ca-
XapHblit 1uabet. Ha mia3HoOM aHe: pacliMpeHre U TeJeaHTUIKTa3uun
cocynoB, orek cetyaTku 1 JI3H, OunarepanbHasi aTpodus 3puTesib-
Horo Hepsa [23, 47].

s maHHOTO 3a0o0JeBaHUs XapakKTepHa HEIOoJHas TMEeHEeTpaHT-
HOCTb. B TeueHue xu3nu 3aboneBanne passubaercs y 50—60 % myx-
quH U 8—32 % XeHIIWH C MaTOTeHHBIMA TeHeTUYEeCKUMM BapraHTa-
MU, accouunpoBanHeiMu ¢ HOHIJI [23].

CuHAapom MELAS (MUTOXOHApPMAbHASA
3HUedaNoOMUONATUA, NAKTAT-ALUL03,
MHCYNbTONOA06HbIE 3NMN30A4bI
(MIM:540000)

Briepsbie cunapom 6b1 onvcad FO. Ilanupa B 1975 r., BeIAEIEH
B CAMOCTOSITEJIbHYIO HO30/10TM4ecKyio ¢popMy B 1984 1. HacTtora TOU-
HO He yCTaHOBJIeHa. B ocHOBe CHMHIpOMa OOBIYHO JieXaT TOUKOBbIE
myTtaru mt-JAHK, MoryT ObITh nemeru. ¥ OOJbIIMHCTBA MalueH-
ToB MELAS 00ycnoBien ToukoBoii 3ameHoit A3243G B rene TPHK
nevimmaa (MT-TL1). Cpengnuii Bo3pact ge6rora cocraBisieT 6—10 jet
(mmanaszon 2—40 ner). JIo Hayama 0oJIe3HU XapaKTEPHO HOPMAaJIbHOE
pasButue. [Ipu paHHeMm ne0r0Te oTMedaeTcs: bosiee 3I0KaueCTBEHHOe
TEeYEeHMUeE.

HauanbHble TposIBIEHUST HeCMelUu(UIHbBI: CyI0pOTy, TOJOBHbBIC
00JIM 110 TUITY MUTPEHU, PBOTA, AaHOPEKCHUS, CJ1abOCTh MBIIIIL, HU3-
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KOPOCJIOCTh, MUAJITUM. XapaKTePHbI! CUMIITOM: MHCYJIbTOTIOMOOHBIE
anu30Abl (MeTabonuyeckue WHCYJIbThI), 3a CUeT JaKTaT-aluao3a,
yaiie B MoJ0a0M Bo3pacte 5—15 net. Jlokanuzalus ouara: BUCOYHas,
TeMEeHHasl UJIX 3aThLIOYHAsT 00J1aCTh.

Ha KT u MPT ronoBHOro mo3ra ompenessitoTcsl 30Hbl MHdap-
KTOB, TPEHMMYIIECTBEHHO B 00JacTM OOJbIIMX TMOJYLIApUM, pexke
MO3XeuKa, 0a3aJbHbIX TaHIJINEB, KajabludukaTel. Ha nepedpanbHoOi
aHruorpaduu: oTMevyaeTcsl yBeIMYEHMST Kaaubpa cocynoB (apTepuid,
BeH, KanmuuisipoB). B OONbIIMHCTBE ciydaeB COIIPOBOXKIAETCS Te-
MuIlape3aMu, remMuaHoricueil. Yacto BO3HMKAIOT SMHUJIENTUYECKUE
npuctynsl ((pokaabHbIe, BTOPUYHO T'eHEepaIM30BaHHBIC), MO3KEUKO-
BbI€ pPacCTPOMCTBA, MBIIIEUHAsI TUCTOHUS, TUTIEPKUHE3bI, KOPKOBast
arHosus [23, 24, 47].

CuHapoMm MERRF, MMOKNIOHYC-anunencus
C PBAHbIMU KPACHbIMU BOJIOKHAOM
(MIM: 545000)

Briepsble manHbIi crHapoM orucail H. @ykyxypa B 1980 r. Yacro-
Ta TOYHO He ycTaHOBJeHa. CHHAPOM OOYCJIOBJIEH TOYKOBBIMU MyTa-
HUAMU, AeDEKTOM MUTOXOHAPHUAIBLHOrO reHa TpaHcrmopTHoit PHK,
HapylIeHUsSIMM Ha ypoBHe Komiuiekca IV meixarenbHoi uenu. Tou-
koBas 3ameHa A8344G B rene TPHK nmu3una (MT-TK) BcTpeuaeTcs
y GoJIbIIMHCTBA 60bHBIX. [Ie6O0T OT 3 10 65 JIeT, XapaKTepHO MpPOo-
rpeccupylolliee Te4eHue.

Pannue npusznaku MERRF-cunnpoma: sHuedaromuonaTusi, CHU-
>KEHUE TaMsITH, BHUMaHUs [23, 47]. XapakTepeH CUMIITOMOKOMILIEKC
MMOKJIOHYC-3TWJIETICHH, B 85 % ciydaeB — pe3UCTEeHTHOCTh K TIPOTH-
BOSMUJIENITUYECKON Tepanuu, (OTOUYBCTBUTEIBHOCTb, aTaKCUsl, Je-
meHnus [32]. Ha 991" — cnalik-BojiHbI ¢ yacToToil 2—5 I'11 B ceKyHIy,
MOJIMCITAK-BOIHBI. YacThIMU CUMIITOMaMMU SIBJISIIOTCSI HEHPOCEHCOP-
Hasl TYrOyXOCTb, TOJIMHEBPONATHsI, CHUXEHWE UHTEJIEKTa, aTpodust
3pUTEJbHBIX HEPBOB, Mapajdyd, JUIIOMBI, 3aaepXkKa (HU3NUecKoro
pa3Butus [23, 47].
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CuHgpomM NARP — HeBponaTUA, ATAKCUSA, NUT-
MEHTHbIN peTUHUT (MIM:551500)

Penkoe HaciieacTBeHHOE 3a00JieBaHUE, O0YCIOBIEHHOE TOUKOBOM
myTtanueit mtAHK, Hapymenuem aktupHoctu AT®-a3bl, npuBoas-
et K neexTy OKMcIuTeabHoro ¢ochopmwipoBanus. Yaiie myra-
unn T8993C T8993G B rene AT®-a3nl 6 mtIHK (MT-ATP6).

JleGroT BapuabesieH, HO, KaK IpaBUJIO, MPOUCXOJUT B JETCKOM
Bo3zpacte. Beaymumuy KJIMHUYECKUMU CUMIOTOMAMM SIBJISIIOTCSl Hell-
pOreHHasl MblllleyHasi Ccl1aboCTh, aTaKCUsl, MUTMEHTHBI PETUHUT
(110 THUITy «COJIb C TmepleM»), Makyiaoauctpodus, 3IIMP (wacto me-
MeHLwus1), cynoporu, Hannure RRF B ouonrtare mpim. [Mpu SHMT
PErucTpupyloTCsi MpU3HaAKW CEHCOPHOI UM CEHCOPHOMOTOPHOM Mo-
nuHeBponaTtuu. [1pu 3nekTpopeTuHOrpaduu — AUCHYHKIIMS Taao0-
yek cetyatku [23, 47].

MuToxoHapuasbHble 60N1€3HM,
06ycnoBNEHHbIe MyTALUAMMU
aaepHou [JHK

CUHAPOM JI1, NoAOCTPAs HEKPOTU3NPYIOLOSA
sHuedanomuonaTma Jiu (MIM 256000)

Brnepsbie onucan . JIu B 1951 r. DTO reHeTMYeCKU TeTepoOreH-
Hoe 3a00JieBaHUE, KOTOpoe MaHU(eCTUPYeT yallle B pAaHHEM JIeTCKOM
BO3pacTe, XapaKTepU3yeTCs MPOTPECCUPYIONTMMU HEBPOJIOTMYECKH -
MU pacctpoiictBaMu. OnucaHbl X-CLETJIEHHbI peleCCUBHbIN, Ma-
TEPUHCKUI TUT HacjemoBaHUs. Yalme BCero BBISBISIIOTCS MYyTalldM
B reHax SURF1, SCO2, PDFAIl, HO MOTyT OBITh 3aJeiiCTBOBaHbI
U IpyTHe TeHHI (BBISIBIEHO 0KOJI0 80 TeHOB, MyTaIlMi B KOTOPBIX MO-
T'YT MPUBOAUTH K cuHIpoMy JIn). Takke MOTyT ObITh TOUKOBBIE 3aMe-
HBI MT/IHK.
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CungpoM JIu — ogHO 13 HanboJIee YaCTO BCTPEYAIOIIMXCSI MUTO-
XOHIpUAIbHBIX 3a00/1eBaHMIi, ero yacTtoTa coctapisieT 1:40000 HoBo-
pOXaeHHBIX [23].

JebroT 6oyie3HM OOBLIYHO pa3BUBAeTCd ITOCAE 6 MECSLEB XKU3HU
(oT 2—4 Henenb XU3HU 10 7 1eT). XapaKTepHO XPOHUIECKOE WIN I10-
JIOCTPOEe MEMJICHHO MpPOrpeccUupymollee TeUeHUe, JeTalbHbIA MCXO.
B Bo3pacTe 4—5 JieT.

HauanbHbie mposiieHusi — 3[IMP, cHuxeHue amreTruTa, pBO-
Tbl, moTepst Macchl Tena. Ilopaxenue LIHC ormeuaercs Ha 1-m romy
>KU3HU: TUTIOTOHUSI, MOXET CMEHSIThCSI MBILLICYHBIM TMIIEPTOHYCOM,
reHepaarM30BaHHbIE TOHUMKO-KJIOHWYECKUE MPUCTYIbl, MMOKJIOHUU,
TPEMOp, aTaKCHsl, COHJIMBOCTb, OyJIbOAPHBII CUHAPOM, AereHepalus
CeTYaTKU, HUCTArM, pBOTHI, MOTEPsI HABBIKOB, HAPYILIEHUST BCKAPMJIK -
BaHUSI.

Ha 2-M roay >Xr3HU BO3HUKAIOT MO3XXEUKOBbIE PACCTPOMCTBA, M1~
3apTpUsl, alTHOD WJIM TUTIEPITHOD.

B noapocTtkoBoM Bo3pacTe — BKCTpanupaMUIHble U MO3XKEUKO-
BbI€ pacCTPOMCTBA, CyIOpOru, MupaMuaHble HapyleHus. Ha OHMT
HabJIo1aeTcsl CHUXXKEeHME CKOPOCTU MPOBENEHUs UMITyJIbca 0 Nepu-
depruyeckuM HepBaMm (IemuenvHu3alusi). PasBuBaeTcs TUMEpTpPO-
¢uueckas kapauomuonatusi. Ha MPT romnosHoro mosra — cuMmme-
TpUYHOEe u3MeHeHue MP-curHajga B MOIKOPKOBBIX 00pa30BaHUSIX
roJIOBHOTO Mo3ra [23, 24, 32, 47].

OCHOBHBIE KPUTEPUU AUATHOCTUKU CUHApoMa JIu mpencTaBieHbl
Ha puc. 7.2.

1. Mpozpeccupyrowjuii 2. Heiipopaduonozuveckue 3. Mema6onuveckue
xapakmep 3abonesaHua usmeHeHuA HapyweHus
Mporpeccrpyiowee Ha MPT I'M: MNoBbileHWA YPOBHA NaKTaTa
TeyeHue Co CTyneH4aTon cuMmmempu4Hsle B KPOBW U IMKBOPE, B NNasme
LeroMmneHcaumeit usmeHeHus 8 obaacmu MOXeT MoBbILATbCA YPOBEHb
manamyca, Mmocma, anaHuHa
npodonzosamozo Mo3ed,
6asanbHbIX 2aH2NUES

Puc. 7.2. Kputepum QUArHOCTUKU CUHOPOMA JTn'

' Pucynoxk Kynpsisuesoii E. B.
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3a6oneBaHms, CBA3AHHbIE C MATONE€HHbIMMU
BAPUAHTAMU B reHe POLG

POLG koaupyeT OCHOBHOI O€JIOK, y4acTBYIOIIMI B periMKaluu
MtIHK — MuToXoHIpuanbHyIO ImoJnMepasy ramma. I[laToreHHbIe Ba-
PUAHTHI B 3TOM TeHe MPUBOIST K IIIMPOKOMY CIIEKTPY KIMHUYECKUX
¢eHoTunoB ¢ MaHudecranueii B 11000M Bo3pacTe (OCHOBHBIE IIpe/I-
cTaBJIeHBI Ha puc. 7.3).

MCHS (cuHapom AHS (cuHgpom MNGIE (c-m mTx-#
muouepebporenaronatum) Anbnepca) HeliporacTpo-
WMHTe PCTUHaNbHOM

sHuedanonatum

Bospacr aebiota: Bospact gebtota:
mMmnageH4ecTso MnageH4ecTso-
KnuHuka: mronatvs, MOAPOCTKOBbIN Nepuros, Bospact aebtoTa: oT AETCKOro
rTMNOTOHUA, 3alePXKKa Knuhuka: 3Hu,e¢anonaTvm, A0 nepuoaa 3pesioctn
passuUTUA SHUEedanonaTns, perpecc pa3suTus, KAuHuKa: HapyeHus
neyeHo4Has anunencus, ne4eHo4yHana MOTOPUKHK )KKT, nTos,
HEAOCTaTO4HOCTL HEe0CTaTO4HOCTb nepudepuyeckasn Heliponatus

MEMSA (MuroKknoHyc- SANDO (ceHcopHas aTaKcus,
anunencus, mMonaTtus, Heiliponatus, AusapTpus,
CeHcopHasi aTakeua odranbmonapes)

Bospacr gebora: Bospacr aebiota:
NOAPOCTKOBbIN — 3pesiblit NOAPOCTKOBbIN — 3pesiblit
nepuog, nepuog,

Puc. 7.3. CUHOPOMbI, ACCOLMNPOBAHHbIE C reHoM POLG!

I'en POLG — 3TO OIMH U3 T'€HOB, aCCOLIMMPOBAHHBII C CUHIpPOMA-
mu ucromeHusg MtAHK.

Cundpomwt ucmowyernus mm/[HK — 310 MbB, o0ycnoBieHHbIe Hapy-
IIEHWEeM B3aMMOJEUCTBUS MEXAY SAEPHBIM U MUTOXOHIPUATbHBIM
reHoMamMu (MyTallMW SIIEPHBIX TeHOB, MPUBOJISIIME K HApYIIEHUIO
crabuibHocT MTHK). Yaie Bcero 3abojieBaHusI U3 3TOM TPYIIIIbI
00ycJIoB/IeHBI MyTauMsIMu reHoB saepHoit [JJHK, kogupyommx cuH-
Te3 0e1KOB, yuacTByolux B peruinkauun MTIAHK, cBsi3anbl ¢ nedek-
TaMU MEXIeHOMHOW KomMMyHuKauuu [23]. OnucaHbl 3a00JieBaHMS
C ayTOCOMHO-JOMUHAHTHBIM U ayTOCOMHO-PELIECCUBHBIM TUIIOM Ha-
CJIeIOBaHMSI.

XapakTepHO TsDKeJioe Iporpeccupyloliee TeueHue, 1e0T B JII0-
0OoM Bo3pacTe (yalle B paHHEeM), MYJbTUOPTaHHOCTb MOPAXKEHUSI.

' Pucynok Kynpsisuesoii E. B.
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OMArHOCTMKA MUTOXOHAPMAbHbIX
3a6o051eBAHUN

1. OnpeneneHue OKUCIUTEbHO-BOCCTAHOBUTEIBLHOTO —CTaTyca
KJIETKW: KOHIIEHTPAIIUM JJaKTaTa, MIpyBaTa U KETOHOBBIX TEJI B KPOBU
JI0 U TIOCJjie TIMIIEBOM HArpy3Ku (MM HArpy3KM TJIHOKO301), KOHLEeH-
TpalyM JaKTarTa B TUKBOPE.

2. OnpeneneHue akTUBHOCTU (pepMeHTOB. [1pu HeKoTopbIX dop-
Max Mb akTUBHOCTB (hepMEHTOB MOXET UMETh ITOrPaHUIHBIC 3HAYE-
HUsI. AKTUBHOCTb (DepMEHTa MOXKET ObITh CHUXKEeHA TOJIbKO B Ompee-
JIEHHBIX TKaHAX. KpaitHe moporocTosiine MeTonbl, TpeOYIOT G0JIBIITIOTO
KonmyecTBa ouonornyeckoro Marepuana (KK®, mbilieuHast TKaHb).

3. MonexkyasIpHO-TeHeTHUecKass TUAarHOCTHKA: aHaIM3 SIePHBIX
reHoB, accoluupoBaHHbIX ¢ MB (NGS), onpenesieHre TOUKOBBIX MY-
taunu MTAHK, mouck geneunii MtIHK [23, 24].

OCHOBHbI€ MPUHLUUMbI JIeYEeHMUSA
MUTOXOHOPUABbHbIX
3a6051eBAHUN

[Tpu 060CHOBAaHUM TaKTUKM JiedueHUss Mb yduTbhiBaeTCs MOIMCH-
CTEMHBII XapakTep MaToJIOTMU, YTO TpeOdyeT Ha3HaueHUs Teparuu,
HaIpaBJICHHOM Ha KOPPEKILIMI0 HapyLIEHWSI BUTAJIbHBIX (DYHKIIUIA.
s BbiBeneHUs1 O0JbHbBIX U3 OCTPBIX COCTOSIHUIA TPUMEHSIOT METO/1bI
MHTEHCUBHOI Teparuu U peaHUuMalluu.

C 1980-x rr. malueHTaM Ha3HavyaloT Mpernaparbl, aKTUBUPYIOIIUE
TPaHCIIOPT MUTOXOHAPHUATBHBIX CyOCTPATOB U CHUKAIOIIME JIAKTAT.
ITpumMeHs 10T KOaKTOpbl SJH3UMHbBIX peaKIMii SHEPreTUuYecKoro oo-
MeHa: HUKOTUHaMu, pudodaaBuH (BUutTamMuH B2), TuaMuH (BUTAaMUH
B1), ouotun L-kapHutuH, &-aumnoeBast kuciaoTta u ap. Kpome Toro,
HCIIONB3YIOTCS CPeACTBa, YMEHbIAOIINWE JaKTaT-alua03: IUXjaopa-
uerar, numedocdon — 30 mr/kr/cyr [23, 24]. [Ipu 3TOM, HU OTHO
U3 BBIIIE TEPEUYMCIEHHBIX CPEICTB HEe MMeEeT HaJeXHbIX aoKa3a-
TeJbCTB UX 9(D(HEKTUBHOCTU MTPU MUTOXOHIPUATBHOM MAaTOJOTUMU.
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IMamuentam ¢ Mb pekomeHayeTcst KOHCYIbTalMsI Bpaya-IueToa0-
ra. [Ipu HekoTOphIX (hopMax Ha3HAYaeTCsl KETOTeHHAasl AueTa, KoTopast
BKJIIOYAET 3aMeHY OOJIbIIIEH YacTH yIJI€BOIOB Ha XXUPbI, YTO MPUBOIUT
OpraHu3M B MeTabOJIMYECKOE COCTOSIHUE KETO3a U MOXKET YMEHbIIATh
4acTOTy SOMWJICHTUYECKUX IIpUCTynoB [23, 32]. B psae ciydyaeB peko-
MEHJyeTCsl AueTa ¢ HU3KUM colepKaHueM Kietyatku (mpu Mb, co-
yeTtaromuxcs ¢ HapymeHueMm pynkuun 2KKT).

Kpome atoro, pekoMeHaytoTcs pu3ndeckue Harpy3Ku 1 jedyeOHast
pu3KynbTypa. A3poOHBIC YIIPAXKHEHUSI CTUMYJIUPYIOT MUTOXOHAPH-
aJibHbIN OuoreHe3. CUIOBbIE TPEHUPOBKHU YBEINUYMUBAIOT MBILLIEYHYIO
cuty. Hu B omHOM McciienoBaHUM He COO0IaI0Ch 00 OTpUIIaTeIbHOM
BIMSIHUM (DU3UYECKOI HArpy3KMW Ha MBIIIIBI Tpu MB.

Heobxonumo yuyuThiBaTh OTpULIATEIbHOE BIMSIHME Ha (PYHKIUIO
MTX pspaa mekapcTBeHHBIX npenapaToB. [larmeHTam ¢ maToreHHbIMU
BapuaHTtamu B reHe POLG npotuBomnoka3aHa BajbIIpoeBasi KMCIOTa.
Bo Bpewmst o0leli aHecTe3uu WIM XMPYPruyeckKoro BMelllaTelbCTBa
npu Hanuuuu MbB MoxkeT BO3HUKHYTh MeTaboanuecKuii Kpus [23].

PenpoayKTUBHbIE BO3MOXXHOCTH
NPY MUTOXOHAPUANbBHbIX 3060/1€BAHUAX

M Hocuteneit mytauuii ssnepHoit JIHK pekoMmenayercst paccMo-
TpeTh Takue BapuaHThl, Kak DKO ¢ npeauMIiaHTallMOHHBIM IeHe-
tnaeckuM TectupoBanueM (I1I'T-M) u mpeHaTaJbHYIO IMAarHOCTUKY.

OpnHako 151 HocuteabHul Mytaiuii MTJIHK BcaencrBue heHome-
Ha reTepoIia3M1um, ypoOBEeHb KOTOPOI MOXKET ObITh Pa3JIMU€H B pa3HbIX
KJIeTKaxX ¥ TKaHsX, pe3yabrarsl [1I'T-M 1 npeHaTaibHOW AUarHOCTH-
KU He BCerJa OJHO3HAaYHbl U HE MOTYT rapaHTUPOBATh POXKIEHUE 310~
poBoro pebeHka. KpuTuueckum ypoBHEM TeTepOIlia3uM CUMTAETCS
18 %, HO [JIsT pa3HBIX MyTallUii 3TOT MOPOT MOXKET ObITh Pa3IUYHbBIM.
OnuvH 13 BapMaHTOB MpeKpaIleHUs TiepeIauyn MyTaluii 0 MaTepuH-
CKOW JIUHUM — UCIIOJIb30BaHUE JOHOPCKUX OOLIMTOB. B HEKOTOpbIX
ctpaHax EBporibl, mepBoii U3 KOTOphIX cTaja BeaukoOoputanus, mpu-
MEHSIETCSI TEXHOJIOTUSI MUTOXOHIPUATILHOTO IOHOPCTBA, T. €. IEPEHOC
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saepHoit JJTHK Omonormyeckoro pogureliss B 300POBBI JOHOPCKUIA
OOLIUT, COAepXKallluii HOpMajbHbie MUTOXOHApUU (siaepHas JIHK
JIOHOpa ITpu 3ToM yaajisieTcss). B Poccuu B HacTosiiee BpeMs JaHHas
TEXHOJIOTMS HeJocTyIHa [23].

MepokcucomHblie 60ne3Hu

Ilepokcucommbie 604e31u — TPYyIIA 3a001eBaHNI, 00YCIOBICHHBIX
HapylIeHUEM CTPYKTYpbl M (DYHKLMW BHYTPUKJICTOYHBIX OpraHell
(TIepoxcucom), IMPUCYTCTBYIOLIMX B KAXKIOM KJIETKE OpraHU3Ma 3a UC-
KJIIOUEHUEM 3PeJIbIX 3pUTPOLIUTOB [ 14].

Ilepokcucombr TIpEACTABISIOT COOOW MeMOpaHHbIe cepuyeckue
WM YIJUHEHHbIe My3bIpbku auameTpoMm 0,05—1,5 MKM ¢ ymepeH-
HO IUIOTHBIM OTHOPOIHBIM WJIM MEJIKO3EPHUCTBIM COACPKUMBIM
(MaTpuUKCOM), B KOTOPOM BbISIBJIIETCSI OoJjiee TIJIOTHAsl CepAleBU-
Ha (Hykieoun). Menkue nepokcucoMbl auamerpoMm 0,05—0,25 MkMm
BCTpEUaloTCsl BO BCeX KJeTKax, KpymHbie auametpom 0,3—1,5 MKkM —
B remaTtoumTax, Makpodarax, KjeTkax MPOKCUMaJIbHbIX MOYEUHbIX
KaHaibleB. MaTpUKC MEPOKCUCOM CONEPKUT 10 15 dhepmMeHTOB, co-
CTaB KOTOPBIX MOXET BapbupoBaTh. Hanbosiee BaxxHble U3 HUX — T1e-
pokcugasa, katajasa (Ha Hee npuxoautcs 10 40 % obiiero 6ejka op-
raHeJuUIbl), OKcuaa3a D-aMMHOKUCIOT U ypaTOKCHIa3a.

OCHOBHOI1 (PyHKIIMEI TIEPOKCHCOM SIBJISIETCS YTUIU3ALMST KUCIIO-
pona B KieTke. B pe3synbTaTe OKUCIEHUS aMUHOKMCIOT, YIJIEBOIOB
U IPYTYX COENMHEHUI B KJIeTKax 00pa3yeTcsl CUJIbHbIN OKUCIUTENb —
nepekuch Bomopona (H202), koropast n3-3a Karajiasbl IEPOKCUCOM
pacnajgaeTcsl ¢ BblAeJeHUEeM Kucaopoja U Boabl. Ilepokcucomsbl 3a-
IIMIIAIOT KJIETKY OT OEMCTBUS IEPEKMCHU BOIOPOIA, OKa3bIBaIOIIEH
CWJIbHBII MOBpPEXAAOIINiA 3 hEKT.

KpynHble mepoKcUcoOMbl MEYeHNU U TOYEK WUTPAIOT BaAXKHYIO POJib
B 00e3BpexXMBaHUU psida BellecTB. Hampumep, B HUX OKUCIsIETCS
0K0;10 50 % MOIIOILIEHHOrO 3TUJIOBOro cnupra. IlomMmuMo peakiiuit
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JETOKCUKAIIMU, (PEPMEHThI MEPOKCUCOM KaTaau3upyloT pacliere-
HUE XUPHBIX KUCJIOT, YYaCTBYIOT B psijie KaTabOJIMYEeCKUX U aHabo-
JINYEeCKUX peakliuii, B YaCTHOCTU, B OOMEeHE aMUHOKMCJIOT, OKcaJlaTa
U ToJiMaMuHoOB. HekoTopble U3 3TUX peakluii MPOTeKaT UCKITIOUU-
TEJIbHO B MEPOKCUCOMAX, OTYETO UX MOBPEXKIEHNE MOXET MPUBECTU
K cepbe3HbIM OOMEHHBIM HapylieHusiM. Kpome Toro, B repokcuco-
Max MPOUCXOJAT HayabHbI€ 3Tallbl OMOCUHTE3A TJ1a3MaJIOTEHOB, BXO-
ISIINX B CTPYKTYPY MUEIMHA M COCTABISIOMUX oT 5% mo 20 % doc-
(oIMIUI0B KJIETOYHBIX MEMOpaH.

[TomynsilimoHHas YacToTa HACIEeACTBEHHBIX MEPOKCUCOMHBIX 3a-
ooneBanmii coctapiseT 1:25000 —1:50000 HOBOPOXKIAEHHBIX, HO 3TU
JAaHHBIE HE COBCEM JOCTOBEPHbI, TaK KaK AMarHOCTUKA 3TOI MaToJ0-
TMU JOCTATOYHO CJIOXHAasi, U IO3TOMY He BCeraa MepoKCUCOMHbIE 00-
Jile3HU pacno3Hatorcs. Cpeau HauboJjee paclpoCcTpaHEHHbIX 3a00ie-
BaHMI BBIACJSIOT LiepedporenaropeHaibHblii cuHApoM LlemibBerepa,
agpeHoseiKoaucTpodusi, pusoMeandeckas TOueYHasi XOHAPOAUC-
1a3us, 6bone3Hb Pedcyma.

[lepokcrcomMHasi TIaTOJOTHUSI B OCHOBHOM OTJMYAETCS TSIKECTHIO
NOPaXEHUSI HEPBHOM CUCTEMBI, 3aI€PKKOI pa3BUTHUS, CydOPOraMHu,
MBIIIEUHON TUIOTOHUEH, YepermHO-JIULIEBbIM TU3MOP(HU3MOM, YBe-
JIndyeHueM redyeHu. HekoTtopeiM ¢hopMaM CBOMCTBEHHA AMCIIPOIIOP-
1IUsI CKeJieTa ¢ YKOPOYEeHUEM MTPOKCHUMAaTbHBIX OTAEJI0B KOHEUHOCTEA.
XapakTepHO CHMXXEHHUE 3peHus (KaTapakKTa, IIMTMEHTHBIA PETUHUT)
u ciayxa. Cpeayu OMOXMMUUYECKMX M3MEHEHMIT oOpalllaeT BHUMaHUeE
opraHuyeckasi auMaypusi B BUI€ MOBBIIIEHHON 3KCKPELMU XXUPHBIX
KUCJIOT C OOJIBIIIMM YMCJIOM aTOMOB YyIJIepoja, TUIOX0JIeCTepUHEeMUSI,
MOBBILIEHHAs SKCKPEeIUs MUIEeKOI0BON KUCIOThI, a TakxKe AeuiuT
CUHTe3a IIa3MaJoreHOB, HapylleHrue ooMeHa (PUTaHOBOI KUCJIOTHI,
YBEJIMYEHUE B CHIBOPOTKE YPOBHS TMPOMEXYTOUHBIX MeTabOIMTOB
>KeJTYHBIX KUCIIOT [2, 14, 47].

Bo3HukHOBEHME NEPOKCUCOMHBIX O0Jie3Hell OOyCIOBJIEHO Ha-
pYILLIEHUEM CJIOXHBIX (pepMEHTAaTUBHBIX peaklMii BHYTPU OpraHes,
MPOLIECCOB TpaHCMopTa O6eJKOB yepe3 MeMOpaHbl opraHe/il U (PyHK-
LIMU UX pelienTopoB. benku, BoBlieueHHbIE B OMOTeHE3 NEPOKCHCOM,
Ha3bIBaIOT nepokcurnamu. B HacTosee Bpems onpeneseHbl (hyHKIUN
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6osiee 20 MEpOKCHUHOB, WIS 9 U3 KOTOPBIX yCTAHOBJEHA XPOMOCOMHAS
JIOKaIM3alus KOTUPYIOIINX reHoB, o0o3HayaeMbIX PEX.

B GosbiiuHCTBE cilydyaeB MaTOreHETUYECKUE MEXaHU3Mbl TMepOK-
CHCOMHBIX OOJIE3HEil CBSI3aHbI C HapyLIEHWEeM 4YeTbIPeX OCHOBHBIX
OMOXMMMYECKUX MPOLIECCOB: CUHTE3A TJIa3MaJIOT€HOB, OYEHb IJTMHHO-
Herno4yeuHbIx XKUpHbIX KUcIoT (OALKK), ¢utaHOBOI KUCIOTHI U -
rpajaiuy MUNeKOIMHOBOM KUCIOThl. OCOOEHHOCThIO MEPOKCUCOMHBIX
0oJIe3HEH SIBISIETCSI BOBHUKHOBEHME HECKOIBKIX 3a00JIEBAHUH ITPU MY-
TalMSIX B OTHOM U TOM Xe TeHe, W1 MOSIBJIEHVE OIHOTO KIMHUYECKOTO
¢eHoTUNA, TTPU HATUYMU MYTallMii B pa3HbIX FeHaX MEPOKCUHOB.

LepebporenatopeHasnbHbi CUHOPOM
(cuHppoMm Lenneerepa)

Cungpom Llennserepa (CILI) Bo3HUKAET B pe3yIbTaTe MyTallUii B Ie-
Hax nepokcuHoB (PEX) PEX1, PEX2, PEX3, PEXS5, PEX6 u PEX12,
KOTOpBIe KOTMPYIOT TiepokcrcoMbl. Bee BapuanTel CLI HacmemytoTcs
0 ayTOCOMHO-PelleCCMBHOMY TUMy. YacToTa BCTpeyaeMOCTH Bapbu-
pyet ot 1:25000 mo 1: 10000 HOBOPOXKXAEHHBIX.

OtaunuutenbHbie Tipu3Haku CLI — 3To MbllieyHasi TMIIOTOHMS,
BBICOKMIA JIOO, TINIOCKOE JIUIIO, TeraToMeranust [26].

[TepBble CUMOTOMBI OTMEUAlOTCs ¢ poxkaeHust. Jist G0JbHBIX Xa-
pakTepHa BHYTPHYTpOOHas TUIOTPOdUs (BeC TIPU POXKISHUM HE TIpe-
Boimaet 2500 r), nu3mMopdu3M B CTpOSHUM JIMLIA U Yepelia: yBejaude-
HHUE pa3MepoB JI0a, MOHTOJIOMIHBIN pa3pe3 Ti1a3, TepruopOonTaIbHAasT
MOJIHOTA TKaHE !, KOPOTKUI B3AEPHYTbII HOC, MUKPOTHATHUSI.

Cpenun HanboJIee TUITMYHBIX TTPU3HAKOB: BhIpAaXKeHHAsT MBIIIICYHAsT
TUTIOTOHMS, HApYIIEHUE MOTOPUKU, apedIeKCHsT, KapAUOMUOIIATUS,
cynoporu, Gpubpo3 rmedeHn 1 MOJUKHICTO3 TTOYeK.

Y Bcex 00JIbHBIX OTMEUAIOTCSI TOPOKU Pa3BUTHSI TOJIOBHOTO MO3Ta.
YacTo mMarHOCTUPYETCS MOJUMUKPOTUPUS, JTUCOHIIehaTs, areHe-
31sI MO30JIUCTOTO TeJia, Tuapouedanus. B psiae ciydaeB BbIsBIsIETCS
TaTOJIOTHS TJ1a3 B BUIIE BPOKIEHHON KaTapaKThl U TJIayKOMBI, a TAKXKe
MOPOKU CeP/lla U HAPY>KHBIX MOJOBBIX OPTAHOB.
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Hns 3a0o1eBaHMS XapaKTepHa UTUTENIbHAS KEJITyXa M CHUMIITO-
Mbl HaIMOYEYHUKOBOW HEIOCTATOYHOCTU B TMEPBbIE MECSIIbI KU3HMU.
V Bcex geTeli oTMedaeTcs rpyoas 3amep:KKa paHHEero IICMXOMOTOPHO-
ro pa3BUTUSI U CHUIKEHUE TTPOIOIKUTEILHOCTU KU3HMU.

ITpu Mmopdonornuyeckom n3ydeHNM OMONTATOB IIeYeHN OOJIbHBIX BhI-
SIBJISIETCSI XapaKTePHbIli MOPGhOIOrMIECKUI MPU3HAK — PE3KOEe CHUXKeE-
HHME WIN TIOJTHOE OTCYTCTBHE TIEPOKCHCOM B IeueHU. buoxmmmdeckmit
aHaJIU3 IEMOHCTPUPYET 3HAYNTEIbHOE CHIKEHNE aKTUBHOCTU OCHOBHBIX
rpyni (bepMEHTOB, YYaCTBYIOIIMX B CHHTE3¢ IUIa3MaJlOT€HOB, METa00-
Ju3Me (PUTAHOBOW KUCIOThI, OKUCIEHUN XXUPHBIX KUCIIOT, Aerpagaliii
TUTIEKOTMHOBOM KUCIOTHL. [10BbIIIIeHNE KOHIIEHTPAITMN OYeHb IUTMHHO-
LIETIOYEYHBIX XUPHBIX KUCJIOT B IJIa3Me KPOBU — BaXKHbBIN IUArHOCTU-
yeckuii mpusHak CLI, BBISIBIIIEMbIi1 ITpY JTAOOPAaTOPHOM OOC/IEA0BAHNM.

OKoOHYATeJbHbI TUArHO3 MEePOKCUCOMHBIX OMOTeHHBIX Hapylle-
HUI B crieKTpe cuHIpoma lLlemiBerepa Ha COBpeMEHHOM 3Talle ycTa-
HaBJIMBAeTCs METOJIOM FeHETUIECKOTO TECTUPOBAHUSI, C TTIOMOIIIbIO Me-
TOIOB CEKBEHMPOBAaHMSI HOBOI'O TTIOKOJIeHMS 1Jis reHOB PEX.

BobIIMHCTBO O0JIbHBIX yMUPAKOT Ha TIEPBOM IOy XKM3HU. BbIKuBIIIME
MIMEIOT TSDKENYI0 YMCTBEHHYIO OTCTAJIOCTD U Snuiiencuio |2, 14, 26, 47].

X-cuenneHHasa agpeHonenkogucTpodus

[TprunHoil X-cueruieHHoM agpeHoeiikogucTpodun (AJI) sBnsi-
ercsa myTtanus B reHe ABCDI1, KoTopblii KogupyeT 0e10K-TpaHCIIOp-
tep ALDP, nokann3oBaHHbBII B MeMOpaHax Iepokcrucom. B pe3yibra-
T€ MyTalluM pa3BUBaeTCs MYJIbTU(OKATbHBIN AeMUETUHUZUPYIOLIUIA
MPOLIECC HEPBHBIX BOJIOKOH.

Tun HacnegoBaHusl X-CLEIUICHHBINA pelleCCUBHBIN, 3a001eBaHMIE
pa3BMBaeTCs y MaJIbuMKOB. YacToTa BCTpeYaeMOCTHU B TIOIYJISILIMU CO-
cranisieT 1:20000—1:40000 HOBOPOXIEHHBIX MaJIbYUKOB.

Ha ocHoBaHMM KJIMHWYECKUX IPOSIBICHMI, Bo3pacra AcOlIoTa,
CKOPOCTHM MPOTrpeccCUpOBaHUS HEBPOJOTMUYECKUX CUMITOMOB, 3200-
JIeBaHME MOJpa3e/ssioT Ha HECKOJbKO OCHOBHBIX (hOpM:

1) uepeOpanbHbIe (hOpMBbI (IeTCKasl, IOHOIIECKAsl U B3pOcias);
2) agpeHOMUENOHeponaTus;
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3) u3oaMpoBaHHAasI HAAIIOYEUHUKOBAsI HEIOCTATOUHOCTD;

4) X-AJIl y reTepO3UroTHBIX HOCUTEJIbHUII.

IlepBble cuMNITOMBI 3a00J1€BaHMSI BO3HUKAIOT Yallle BCEro B BO3-
pacte oT 5 1o 12 ner. J1e0I0TUPYIOIIMMU ITpU3HaKaMU1 OOJIE3HU SIBJISI-
eTcsl HapyllleHue MOoBeeHsI, BO30yIMMOCTb, HEIOCTaTOK BHUMAaHUE,
T10Xasi MaMsITh, HEYCIIeBaeMOCTh B LIIKOJIE.

B nocnenyroiiem oTMeuaeTcs: mporpeccupyloiiee ciaboymue, CHI-
>KEHUe U MoTeps 3peHusl. Pa3BuBaloTcsl ABUTATEIbHbIC pacCTPOICTBa
B BUZE criacTUYeckux rnape3oB. KinHUUecKyo KapTUHY JOTOJIHSIOT
nucdarusi, Au3apTpusi, CEHCOpPHasl IIyXoTa. Y MHOIMX MallMeHTOB
BBISIBJIIIOTCS TIPU3HAKU aJpEeHaOBOM HEAOCTAaTOYHOCTU: aCTEHMS,
KEJYAOUHO-KUIIIEUHbIE pacCTPOMCTBA, MOTepsl Macchl Tejia, TUMep-
MUTMEHTALMS KOXHW, TUIONIMKEMUUecKue coctosiHusl. I[IporHos
X-cuemneHHoit AJIJI HebGysaronpusTHBINA, OOJbLHBIE YMHUPAIOT, KakK
MPaBUJI0, OT KPU30B aipeHaIOBON HEOCTATOUHOCTH.

[Ipu npoBeneHun metonoB HeipoBudyanusauuu (MPT, KT ro-
JIOBHOTO MO3ra) BBISIBJISIIOTCS CUMMETPUYHO PACTIONIOKEHHbIE oYaru
JNeMUEIMHU3AUMN ¢ YeTKMMU KOHTYpaMU, KOTOpPbIE JIOKaIU3YIOTCS
MPEeUMYIIIECTBEHHO B 3aTbUIOYHBIX U TEMEHHBIX 00JIACTSIX.

Hwnarnoctuka X-AJlJl BKIoyaer:

1) uccnenmoBaHue LepeOpOCIMHAIBHON XuakocTu. Ilpu mepe-
OopanbHbIX popmax X-AJIJI yacTo MOBBILIEHO COAEpXKaHUE
OeJIKa B IMKBODE;

2) CTBOJIOBBIE BbI3BaHHbIC TOTeHUUaNbl. [Ipu uccaegoBaHuU
3pUTEIbHBIX, CJTYXOBbIX BIT — cHMXXeHME CKOPOCTH MpoBee-
HUSI HEPBHOTO UMITYJIbCA;

3) DHMI. [Ipu agpeHoMueIOHEHpOoNaTUM OTMEYAIOTCSI M3Me-
HEHMUSI, CXOIHBIE ¢ aKCOHAJIbHOI CEHCOMOTOPHOI TMOJIMHEB-
poraTuei;

4) uccaenoBaHUe TOPMOHAJBHOTO MPOMWISI U 3JIEKTPOJIUTOB
KpoBU. BHe Kpr3a HaMOUYeUHUKOBOM HETOCTATOUHOCTH YPO-
BEHb 3JICKTPOJUTOB KPOBU U KOPTU30JI OCTAaeTCs B IMpeaenax
HopMbl, AKTI MOXeT OBITh IMOBBILIEH;

5) Guoxumuyeckasi IMArHOCTUKA. MeToabl OMOXMMUYECKOTO
nonrBepxkaeHus nuarHo3a X-AJlJl B 1uiazme KpoBH, 3pu-
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TpOLIUTAX, JEUKOIIUTAX, KyJIbType KJIETOK KOXHBIX (prOpo0-
nactoB — mnoBbiieHue ypoBHs1 OJILIKK, ocobeHHO TeTpa-
ko3aHoBoil (C24:0), rekcakosaHoBoii (C26:0) xucior, ux
cootHoteHnit C24:0/C22:0 m C26:0/C22:0.
MonekynasipHO-reHeTuuecKasi IMarHoCTUKa MPOBOANUTCS METOIOM
npsimoro cekBeHupoBaHust (NGS), B pesysibrate 00OHapYXKMBaIOTCS
myrtanuu reHa ABCD1 [31, 42, 51].
B HacTosiiiee Bpemst pa3paboTaHO HECKOJIBKO MOAXOI0B K Jieye-
Huto AJI] B 3aBUCUMOCTH OT KJIMHUYECKOM (hopMBbI 3a00J1eBaHUSI:
1) HUBKOXMpPOBasE AUeToTepanus (OrpaHUYeHUE PACTUTEIbHBIX
>KMPOB) B COUETAaHUU C IIpUMEHEeHNEM MacJa JIopeH11o;
2) MenuKaMeHTO3Hast KOppeKIys HaAMOYeUHUKOBOM HEIOCTaTOU-
HOCTU: CTepOMIHAs Teparus MoJ KOHTPOJIEM YPOBHS TOPMOHOB
(AKTT, kopTr30J1) U 37IEKTPOJUTOB U TJIIOKO3bI B KPOBH,
3) cumrnrToMaTuyecKkasl Tepamnusi HeBpoJOTMYECKUX PACCTPOMCTB
MpU 1epeOpabHbIX (hOpMax U aaApeHOMUETOHEHpONaTuu;
4) TpaHCIIJIaHTALIMSl TeMOITOATUYECKUX CTBOJIOBBIX KJIETOK TpU
LepeOpabHbIX (hopMax 3a0osieBaHUsI (OCHOBHOI METOI Jieue-
HUS Ha NOKJIMHAYECKOW Y pAHHUX CTAIUSIX JETCKOM U IOHOIIIE-
cKoli LepedpanbHbIX popMm X-AJlJI);
5) reHoTepamnus (UCIIOJb30BaHME CAaMOAKTUBUPYIOLIETOCS JIEH-
TUBHUPYCHOTO BEKTOpa, Hecyllero (YHKIIMOHAIbHBINA TeH
ABCDI) [31, 51].

bonesHb Pedpcyma

Penkoe 3abojieBaHKe, 00yCIOBIEHHOE TUCMETA00IU3MOM (hUTa-
HOBOI KUCJIOTBI C €€ HAKOTUIEHUEM B Pa3IMUHBIX TKaHsX. 3abojieBa-
HHUE 00yCJIOBJIEHO MyTallMsIMU B oMHOM 13 TeHoB PEX, nmeet ayroco-
MHO-PELIECCUBHBIN TUIT HACIeI0BaHUS [26].

BoiaessroT 1Ba TMMna 3a00eBaHUsI: B3pOCbIi U MH(MAHTUIbHBIN.

Bapocaviit mun 6onesnu Peghcyma vale Bcero pa3BUBaeTCs B MOMI-
POCTKOBOM BO3pacTe U MPOSIBJISIETCSI CCHCOMOTOPHOM MOJIMHEBPOITaTU-
eli M TIosIBJIEHMEM YYBCTBOM OHEMEHUSI KUCTEN U CTOII, MapecTe3UsiMH,
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CHIDXEHHEM 00JIEBOTO BOCIIPUSITUS U IJTyOOKOI (IIPOIPUOLIEITUBHOM,
BUOpALIMOHHON) YYBCTBUTEJIBLHOCTHU. JIBUTaTeIbHbIE HApYILICHUSI Ha-
YUHAIOTCSl TPEMMYILIECTBEHHO C Tape3a MbIIl-pa3rudareseii CTorl.
B nanbHefieM Bsuible TTapesbl PACIIPOCTPAHSIIOTCSI Ha AUCTAIbHBIE OT-
JleJIbl KOHEYHOCTEM, COMPOBOXIAIOTCS TUIIOTPOMUSIMU MBbIIILL CTOII,
ToJIEHEeW, KUCTEN U TIPEATUICYUIA.

Taxxe HaOMOAAIOTCS CUMIITOMbI MO3XXEUYKOBOW HEIOCTATOYHO-
CTU: aTaKcus, U3MEeHeHue Tovyepka. HapylieHust co CTOpoOHbI 3peHust
B BUIIE CHMXEHUSI OCTPOTHI, reMepajionuu (HOYHas clernora), cy-
JKEHUSI 3pUTEJIbHBIX TOJIeH, B psiie caydaeB pa3BUBAETCs KaTapakTa.
Hepenko otMmeuatotcs nepopmalivu CTOIbI («I1ojasi» CTomna), u3MeHe-
HUS KOXU I10 TUITY UXTHO3a, KapauoMuonaTtuu [14, 31].

Ilpu unghanmunvrom mune bonesnu Pegpcyma xpome nedexra MmeTadbo-
Ju3Ma (pUTAaHOBOM KUCIOThI, HApyllleHa JAerpajalusl KeTIHbIX KUCIOT.
Manudecrauusi 601e3H1 OTMeUaeTcs B Bo3pacte oT 2,5 no 10 iet. B or-
JIMYKMe OT B3pOcyoi (hopMbl B KITMHUUYECKON KapTUHE TTPeo01aiatoT Mpu-
3HAKU YePEerHO-JIMIEBOro Au3Mopdu3mMa (3MUKaHTYC, TUIOCKas CIIMHKA
HOCa, HU3KO PACTIOJIOKEHHBIE YIIIN), XapaKTEPHbI BhIPAXKEHHAsT MbILIIEY-
Hasi TMTIOTOHUSI, 3aJIep>KKa TICUXOMOTOPHOTO Pa3BUTHS, CYOPOTH.

JwnarHo3 O6one3nu Pedcyma ycraHaBauBaeTcsi Ha OCHOBaHMU
orpeesieHs B KPOBM METOJOM XpOMAaTO-MaccC-CIEKTPOMETPUH T1O-
BBIILIEHUS COIep>KaHUs (DUTAHOBON M MUITEKOJOBOM KUCIIOT, a TaKXKe
OAIIKK. CymiecTtByioT 00Jiee TOUHBIE METOIbI TUATHOCTUKUA — 3TO
ornpejeieHue aKTUBHOCTHU crielrpuieckoro pepmeHTa ((uTaHOUII-
KoA-ruapoxcuiassl) Win MyTallMOHHBIN aHanus3 |2, 14, 48].

ONArHOCTMKA NepPOKCUCOMHDbIX 3a601eBaHUM

[TepokcricoMHas MaToOJOTMs B OCHOBHOM OTJIMYAETCSI TSKECThIO
MOPaXXeHUS HEPBHOM CUCTEMBI, 3aI€PXKKOM pa3BUTHS, CyAOPOraMu,
MBIIIEYHON TMIIOTOHMEN, YepemHO-TNLIEeBOI Tu3Mopdueil U yBeIu-
yeHueM IedeHr. HekoTopeiM popmam CBOMCTBEHHA OMCIPOITOPLIUS
cKeJIeTa C YKOPOUYEHHWEM IPOKCHUMAJbHBIX OTIEJIOB KOHEYHOCTEM.
XapakTepHO CHMXKEHHUE 3peHUs (KaTapakKTa, IIMTMEHTHBIA PETUHUT)
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MNepoKCUCOMHbIE 6ONE3HM

u cayxa. Takke mpoucxoasiT OMOXMMUYECKHUE U3MEHEHMSI: TTOBbIILIE-
Hue OILKK B KpoBM 1 Mo4e, TUIIOXOJIECTEPUHEMMSI, TTOBBILICHHE
YPOBHS (DUTAHOBOU M MUITEKOJOBOW KUCJIOT B KPOBM, a Takxke necu-
LIUT CUHTE3a MJIa3MaJIOTeHOB, YBEJIMUYEHUE B CHIBOPOTKE YPOBHSI MPO-
MEXYTOUHBIX METaOOJMUTOB XKETUHBIX KMUCIIOT.

Kpome TOro, mpu momo3peHUM Ha TpymIy MEPOKCUCOMHBIX 3a-
OosieBaHMII MTOKa3aHO MOP(OJIOrMYeCcKoe MCCIeI0BaHNe KIIETOK Ie-
YeHU, CKEJICTHBIX MBILIL U JUMMOIIMTOB KPOBU C UCITOJIb30BAaHUEM
3JIEKTPOHHO-ONTUYECKUX U TMCTOXUMUYECKUX METOOB OLIEHKU aK-
TUBHOCTU (hepPMEHTOB ITEPOKCHUCOM.

BaxxHbIM 3TanoM IMAarHOCTUKU SIBJSIETCS MOJIEKYJISIDHO-T€HETH -
yeckoe ucciaenoBaHue. Yaile Bcero HaauumMe MyTalluy MOATBEPXKAa-
€TCsI C TTOMOIIIBIO UCClIefOBaHusI aHe I reHoB MmeTogoB NGS [42].

JleyeHune

B Hacrosiiee BpeMsi CocoObl JIeUeHUs TEPOKCUCOMHBIX 00Jie3-
Hel He oTpaboTaHbl. OQHAKO HAKOIUIEHUE CBeIeHUI 00 UX MaTOreHe-
3¢ MPUBEJIO K CABUTaM B 3TOM Borpoce. OTMeUYeHbI TTOJIOXUTEIbHbIE
pe3y/abTaThl IUETOTEPANMU C OTPAHWYEHUEM XXUPOB U JOTMOJHUTEIb-
HBIM BBeleHUeM 3(UpOB JUMUAOB, 3PYKOBON 1 OJEMHOBOM KUCJIOT
npu X-CLEIUIEHHON aIpeHOJeUKOIUCTpo(h U, orpaHuYeHre MOCTY-
TUICHUS C TIPOAYKTaMU MUTaHUsSI (PUTAHOBOM KMCIOTHI TpU OONE3HU
Pedcyma. B psme citydaeB yiIydiieHUIO COCTOSIHUSI OOIBHBIX CIIOCO0-
CTBYET UCIOJIb30BaHUeE M1a3madepesa.

OOHameXXMBawIINe Pe3yIbTaThl MOJIYYEeHBI ¢ MOMOIIBI0 (apMa-
KOJIOTUUECKOM reHOTepaIvy ¢ UCIOJb30BaHUEM BEIIECTB, YCUIMBa-
IOLIMX 9KCIPECCUI0 (PYHKIIMOHAIBHO POJICTBEHHBIX T€HOB, KOTOPbIE
KOMIIEHCUPYIOT TTopaxkeHHY10 (pyHKIMI0. HegaBHO MmojydeHHbIE JaH-
HbIEe O IIPUMEHEHUM JIoBacTaTuHa 1 4-(peHmn0yTupara Kak areHTOB,
BoccTaHaBnuBawux b-okucinenue OJLIZKK B mpenenax nepokcu-
COM, J1al0T BO3MOXKHOCTb HaIesIThCsI Ha pa3paboTKy 3(h(hEeKTUBHOIO
JIeYeHUsl ONUChIBaeMOI TpyMIbI 3a0oneBaHuii [2, 14, 51].
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BonesHu BHYTRUKIETOYHbIX OPraHe N1

KoHTpO/IbHbIE 3040HUA

1. Iepeuncaure crpoeHre U GYHKIINA MUTOXOHAPHIA.
2. HazoBurte 0cOGEHHOCTH MUTOXOHAPHUAIHEHOTO TeHOMA.

3. Kakue KJIMHUYECKUE CUMIITOMbI HauOoJjee XapaKTepHbI ISt
MUTOXOHAPHUAILHBIX 3a00JI€BaHNIA?

4. Yo takoe nepokcucombl? Ilepeuncinte oCHOBHBIE (hepMEHTHI
U (YHKIIUU TTIEPOKCUCOM.

5. Ha3zoBuTe OCHOBHBIE ITATOTEHETUYECKIE MEXaHU3MbI IIEPOKCH -
COMHBIX 3200JIeBaHUIA.

6. YKaXuTe MOIXO0Ibl B IeYEHUH OOTbHBIX C TEPOKCUCOMHBIMU 3a-
00JIeBaHUSIMHU.

TecToOBbIE BOMPOCHI

1. Ha3zoBuTe rpynmy HacjeICTBEHHBIX 3200JI€BaHMii, IPA KOTOPbIX
CHIZKAETCA MJIM OTCYTCTBYET aKTUBHOCTb (hepMEHTOB KaTajiasbl M Tie-
POKCHIA3BI:

1. IlepokcrucoMHBIE 3a001€BaHUSI.

2. JIuzocomHbIe OOJIE3HU.

3. MuroxoHapuanbHbie 3a00JIeBaHUSI.
4. AMUHOALMIOIIATUM.

5. 'MuKoreHo3kl.

2. YKaxure 3a00/ieBaHie, KOTOPOE OTHOCHTCS K TPYIIe MepOKCHCO-

MHBIX 00JI€3HeI:
1. T'amakro3eMus.
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TecTOBblEe BOMPOCHI

2. X-cuerjieHHas1 afpeHOIeHKOAUCTPOPUSL.

3. ®eHUIKETOHYPUS.

4. bonesns lome.

5. HelipoHanbHbIii LIEpOUAHBIN TUTODYCHUHO3.

3. Tun HacjenoBaHMs IepeOpPOrenaTopeHaJbHOr0 CHHApOMA (CHH-
apoma IlennbBerepa:
1. AyTOCOMHO-TOMWHAHTHBIM.
2. X-CLUEIUIEHHBIN JOMUHAHTHBIMA.
3. AyTOCOMHO-PELIeCCUBHBIN.
4. X-CLeIJICeHHbI PeLeCCUBHBII.
5. Y-cClemIeHHBIN.

4. JIns KaKoro nNepoKCUCOMHOrO 3a00/1eBaHUS XapaKTePHbI IPU3HAKH
aJIpeHAJIOBOI HEIOCTATOYHOCTH:
1. bonesns Pedcyma.
2. Cunnpowm Llemnserepa.
3. Puzomenunueckasi ToueuHast XOHAPOAUCILIA3HUSL.
4. X-cuerjieHHasl afpeHOIeHKOAUCTPOPUSL.
5. HelipoHanbHbIi LIEpOUAHBIN TUTODYCHUHO3.

5. Kakoii n3 0MOXMMHYECKMX MOKa3aTelieil KPOBU MOBBINIAETCS MPH
0os1e3un Pedcyma:
1. I'moxo3a.
2. XonecTepuH.
3. benok.
4. MoueBas KHCIOTA.
5. duTtaHOBas KMCJIOTA.

6. YKaxkuTe NMPU3HAK, XapAKTEPHbIA 111 MUTOXOHIPUAJILHOTO THIA
HaCJIeI0BAHMS:
1. Bone3Hb nepenaeTcst TOJbKO OT MaTEpU.
2. 3aboseBaHue yalle BCTpeyaeTcs y My>KUuH.
3. BosnbHbIe KeHIIMHBI MiepeaatoT 3a00eBaHUE TTOJIOBUHE AETEH.
4. Y nopaxeHHbIX 0TLOB 50 % neteii GOJIbHbIE.
5. bone3Hb nepenaeTcst TOJAbKO OT OTILIA.
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BonesHu BHYTRUKIETOYHbIX OPraHe N1

7. OcHoBHBIM NATOMOP(}OJOTHIECKUM MAPKEPOM MHUTOXOHIPHAb-
HOii IATOJIOTUH SIBJISIETCS:

1. Hanuuyue aucTpoduH-HEraTUBHBIX BOJIOKOH B Ouortare
MBIIIIII.

2. OrcytcTBUe Oesika-aucdepanHa B MbIILIEUHbBIX BOJIOKHAX.

3. CkormieHUe NaJl0YKOBUIHbBIX MAOTPAHYJI.

4. YIoTHEHHasi CTPYKTypa BIOJb MbIIIIEUHOTO BOJIOKHA.

5. Hannuue «pBaHbiX» KpacHbIX BOJOKOH (RRF).

8. Oco0eHHOCTH MUTOXOHIPUAJIBHOTO TeHOMA:

1. OTcyTCcTBUE HEKOAUPYIOIIMX 001aCTei.

2. Hacnenyercs yepe3 LIMTOILIA3MY SIALICKICTKU.
3. Bbicokast CKOpOCTb MyTallUiA.

4. Bce oTBeThbI IPaBUJILHBIE.

5. Bce oTBeTHI HE TpaBUJIbHBIE.

9. MuTOXOHIPUAJIBHBII FeHOM MPEACTABJISET CO0Oii:
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1. JInneiinyio monekyny JJHK, reHbl KOTOpOil KOIMPYIOT YacTh
O€JIKOB JbIXaTeJIbHOU 1enu.

2. Konbuesyo monexkyny JJHK, reHbl KOTOpoii KOAUPYIOT YaCTh
O€JIKOB JbIXaTeJIbHOU 1eMu.

3. Monexkyny PHK.

4. Kommnekec PHK+6enok.

5. KonbleByio XxpoMocomy.

10. CkoJbKO BCEro reHoB COIEPKUTCS B MUTOXOHIPHAJILHOM reHOMe

1. 6.

2. 37.

3. Oxouto 100.
4. Oxouro 1000.
5. boiee 2000.



SOKKYEHME

3aBepliuasi u3yyeHUe Kypca MEAUILIMHCKON TFeHeTUKHU, BaKHO OT-
METUTh, YTO 3Ta 00JIACTh HAyKU TMPOAOJIKAET CTPEMUTEJNBHO Pa3BU-
BaThCsl, OTKPbIBasi HOBbIE TOPU3OHTHI JJIsl TIOHUMAHUS TIPUPOIbI 3a-
OoJieBaHUIi U pa3pabOTKM UHHOBAILIMOHHbBIX METOJIOB UX AUArHOCTUKU
u JedyeHust. CoBpeMeHHasl MeIUIMHA YK€ aKTUBHO MCIIOJIb3YeT J10-
CTUXXKEHWS TeHETUKHU IS YIYyJllleHUs KayecTBa XKM3HU MallMEHTOB,
U BTOT Mpoliecc OyneT MPOAOKATLCS B OyAYIIEM.

s cTyneHTOB, U3ydalolIMX MEAULMHCKYIO TeHETUKY, TTOTy4YeH-
Hble 3HAHMSI CTAHYT OCHOBOW JUIsl AajibHelIel npodeccuoHaaIbHOR
nesTesibHoCTA. OHM TOMOTYT MOHMMAaTh MEXaHU3Mbl pa3BUTHUS 00J1€3-
Hell, THTEePIIPEeTUPOBATh Pe3ybTaThl TEHETUYECKUX TeCTOB U ITPUHU-
MaThb OOOCHOBAHHBIE PEIICHUS MPU BHIOOPE TAKTUKU JieyeHus. W3-
yuyeHUe MeIUIIMHCKON TeHETUKM SIBJISIETCS BaXKHBIM 111arOM Ha MyTH
K CTAHOBJIEHUIO KBAJIU(UIIMPOBAHHBIM CIIELIMAIUCTOM B 00JacTU
3IpaBOOXpaHEHUsI. DTU 3HAHUS TIOJIE3HBI HE TOJILKO B MPAKTUYECKOM
paboTe, HO U B HAYYHbIX UCCIEOBAHUSX, HAMIPABJIEHHBIX Ha Yiy4llle-
HUE KayeCTBa XXU3HU JIIOAEN.
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[ToMNOXKEeH ]

NMpasuna sanucu popmynbl KOpUOTUNA

Ncnonb3yemble 0603HAYEHUSA

del — nenerusi.

der — mepuBaTHas (MU3MEHEHHAs ) XpOMOCOMA.

dup — nymukanusi.

ins — MHCePIIUSL.

inv — MHBepCUsl.

mar — MapKepHasi XpoOMOCoMa.

P — KOPOTKOE TIJIEYO XPOMOCOMBI.

q — IUIMHHOE TUIEY0 XPOMOCOMBI.

rob — poOGepPTCOHOBCKAS TPAHCIOKALIMSI.

t — peuMIpoKHas TpaHCIOKAIIsI.

3andras (,) — pas3gensier 0JIOKM MH(GOPMALIMK: YHCIO XPOMOCOM,
MOJIOBBIE XpPOMOCOMBbI, aHOMAJIMH HEIOJIOBBIX XpoMocoM (47, XX, 13 +
i 46, XY).

Touka ¢ 3amnsToii (;) — pasgensieT TH(OPMALIMIO O Pa3HbIX XPOMO-
coMax BHYTpHU ofHoOro 6Jioka (rob13;14, ins18;2 — 3HaK «;» pazaensier
2 XpOMOCOMbI, BOBJIEUEHHBIE B YKa3aHHYIO IEPECTPOMKY).

Touka (.) — pasgensieT o003HaUeHME CEerMEHTa U CyOcerMeHTa
(7921.2—21 cermeHT, 2 cyOCErMeHT IJIMHHOTIO IIedya 7 XpOMOCOMEI).

176



MounoxxeHnd

Cnewr (/) — pasnensieT KapUOTHUITBI Pa3HbIX KJIOHOB MPU MO3au-
mu3Mme (45, X/46, XX — Mo3anuHbIi BapraHT cuHApoMa TepHepa).

KBagpatHbie ckoOku ([]) — 3aKjI04aroT YMCI0 MPOCMOTPEHHBIX
KJIETOK, OOBIYHO WCITONIB3YIOTCS TIpyu Mo3aumuame (45, X [16]/46,
XY [2] — u3 unciia mpoCMOTPEHHBIX KJIETOK 16 ¢ KapuoTtumom 45, X
u 2 ¢ kapuotunoM 46, XY).

Kpyrabie ckobku () — 3aKi104aroT 0003HAYEHUSI XPOMOCOM, BOB-
JIeYeHHBIX B TIEPECTPOIKY, M MecT pa3pbiBa (46, XX, t (2;12) wim 46,
XYV, del (4 p)).

[Tmtoc (+) — yBennueHue KOJIMYecTBa XpOMOCOM B Tape, Ju0o Ha-
JINYME KaKOIOo-TO JOIIOJIHMTENILHOIO MaTepuana xpomocom (47, XX,
+21 — mumrHss 21 xpomocoma, 6o 46, XY,16, gh+ — Hammaue mo-
IOJIHMTEJILHOTO FETEPOXPOMATHHA HA [JUIMHHOM ILIe4e 16 XpOMOCOMBI).

MuHyc (-) — HexBaTKa KOJMWYECTBa XPOMOCOM, MO0 KAaKOTro-To
y4acTKa XpoMocoMhI (46, XX, 5q- — HexBaTKa JJIMHHOTO I1Ieda 5 Xpo-
MOCOMBI).

Nopsagok sanmMcu kKapuoTuna
npu mosanumnIme

Ecnn uMmeeTcst KJIOH ¢ HOPMaJIbHBIM KapUOTUIIOM, TO HOPMaJlb-
HBII KApUOTUII BCETa 3aIIMChIBAETCSI IIOCIEIHUM, HE3aBUCHUMO OT €TI0
momn. Hammpumep, 45, X [13]/46, XX [20].

KioHbI ¢ maronornyeckuM KapMOTUIIOM 3aIlMCHIBAIOTCS MO YObIBa-
HUIO Yrcia KJIETOK C JaHHBIM KapuoTturnoMm. Hampumep, 47, XXX [18]/
45X [10]/46X, +21 [3].
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MounoxeHna

CuMBObI POAOC/IOBHOM

(O — 3n0poBasi XeHIIMHa.

|:| — 3I0pOBBIIA MyKUMHA.

— KCHIIIMHAa C HACJIECACTBEHHBIM NI BPOXKIACHHDBIM 3a00JIeBa-
HUEM.

- — MY2K4YMHa ¢ HaCJICACTBECHHBIM UJIM BPOKICHHBIM 3a0oJieBa-
HHEM.

<{> — 10N He N3BECTEH (He YTOYHEH).
* — MpepbiBaHUE OepeMeHHOCTH (a00pPT).

— CaMONIPOM3BOJIbHbBIN BBIKUIBIII/Hepa3BUBatoIIasicsl Oepe-

MEHHOCTb.
O] — opax.
A — ymepuine.

(ﬁ — Opar u cectpa.
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OTBETbl HO TECTOBbLIE

BOMPOCHI
3aHaTue 1 3aHATHE 2
Bonpoc | OtBeT Bonpoc | OTBeTt
1 3 1 3
2 1 2 2
3 2 3 1
4 3 4 1
5 2 5 1
6 2 6 3
7 1 7 1
8 2 8 4
9 1 9 3
10 4 10 2

1 1
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OTBETbI HO TECTOBbIE BOMPOCHI

3aHaTHe 3 3aHATHE 4
Bonpoc | OTBeT Bonpoc | OTBeT
1 1 1 3
2 4 2 2
3 1 3 4
4 4 4 3
5 3 5 1
6 1 6 3
7 2 7 2
8 2 8 2
9 2 9 1
10 4 10 3
3aHaTHE 5 3aHATHE 6 3aHaTue 7
Bonpoc | OTeet Bonpoc | OTseT Bonpoc | OTteet
1 3 1 3 1 1
2 1 2 2 2 2
3 2 3 1 3 3
4 1 4 4 4 4
S S S 3 S S
6 1 6 1 6 1
7 3 7 2 7 S
8 4 8 3 8 1,2, 4
9 3 9 1 9 2
10 3 10 2 10 1
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