He YYBCTBHMTENBHBIX K JaHHOMY mpenapary (52 u 58 % wTamMMoB
COOTBETCTBEHHO).

0606wmas nosyyeHHble JAHHBIE, MOXHO CIENaTh CIEAYIOUIHE
BHIBOIBL:

1. [Tpenapatamy, akTHBHRIMH B OTHOLIEHUHU 6OIBUIMHCTBA rpa-
MOTDHUATENBHLIX 6aKTepHIt TOCIHTANLHON QIOPEI, OCTAIOTCS Kap-
GaneHeMbl, TPaMITOJIOXHTENbHON (iopel — BAHKOMUUUH. [Tpupon-
Has yyBcTBUTeNbHOCTD C. albicans K dnykoHa3ony No3BoJsAET UC-
NOJIb30BATh AaHHKIH MpENapart NpH rpHOKOBLIX UHBA3HAX, BEI3BAH-
HBIX JaHHBIM BHAOM BO36yaHTENS;

2.Cpen rocnUTaNbHON (NMODH BCTPEYAIOTCH WITAMMEI
P. aeruginosa, pe3sUCTEHTHBIE KO BCEM aHTHOAKTEPHANBHEIM MIpe-
naparam, NpUMEHSIEMbIM B KJIHHUYECKOH MPaKTHKeE.
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Ob6caenosane M ¢ HapymeHneM PENnpoAyYKTHBHOH yRKIHH

Y nauMeHTOB ¢ reHeTHIECKUMH HapyIIEHHAMM PeNpONYKTUB-
HOH GYHKIMH I0BOMBHO YACTO BCTPeYaloTCs CHHIPOMBI, CBA3aH-
HBIC C 2HOMANIMSIMH MOJIOBLIX XpPOMOCOM. Mccnenosanus, npo-
BEACHHBIC Y TAUUEHTOB MYXCKOIO M XEHCKOTO IMOJIa, CBUAETENb-
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CTBYIOT, YTO aHOMaNHHU XpoMocoM X H Y cocTapasioT 0KoJo 2/3
BCCX XPOMOCOMHEBIX Hapy[lJCHHﬁ. YacTtoTta CUHAPOMOB, CBAA3AH-
HEIX C aHOMaZIUAMM IIOJIOBBIX XPOMOCOM, CocTaBisaeT 4,6 Ha 1 000
HOBOPOXAEHHBIX [3].

H3BecTHO, 4TO 0KOJIO 5—15 % MyX4YUH ¢ GecnioaueM U Hapy-
IWEHHEM CIIEPMATOreHe3a UMEIOT XpPOMOCOMHBIEC HapyleHHs, aHO-
MaJIMH TOJIOBBIX XpPOMOCOM COCTaBAAIOT — 75 %, aHOMaJuy ayTo-
coM — 25 % [1,3].

B nocnenHee BpeMs CTPEMUTEIBHOE PA3BUTHE BCIIOMOTATEb-
HBIX PEIIPOAYKTHBHBIX TEXHOMOTHIT CTABUT HA MOBECTKY AHA BOIM-
poCc 0 HeOOXOZMMOCTH PAaCIIMPEHUst HALUUX 3HAHHH O NMPHUYMHAX
6eCIUTOOUSA U DUCKE €ro nepeaayu moroMcTBy. HecMoTpsa Ha BO3-
POCIIUY MHTEpEC K HCCJIEA0BAHHUIO TeHETHYECKHUX aCNEeKTOB Hapy-
[EeHHUA PENPOAYKTUBHON (DYHKIIUHU y YesioBeKa, NpH o0CYyKIECHHH
OpraHM3allMOHHKIX IPDHHLUHUIOB AH(¢EePCHUMANLHON AMATHOCTH -
KM HapYIIEHHH N10JIOBOTO PAa3BUTUA U GeCILIOnUS MEOIUKO-TEHETH-
4E€CKOMY KOHCYJIBTUPOBAHHIO MO-IIPpeXHEMY OTBOOUTCS OJHO M3
MOCJEAHHUX MECT B cxeMe 00C/Ie10BaHUA NallMeHTa, JIH60 OHO BO-
oflle He MpeanojaraeTcs.

Huxe npuBeAeHb! pe3ysibTaThl MHOTOJETHETO 00CIeN0BaHUSA
MallMEHTOB C HAapYUIEHHEM MOJIOBOTO pa3BUTHA u (MiM) BecIuio-
IOUEeM, HallpaBJeHHKIX O/ MpoBeAeHUsA AU depeHLUHANBHON AU~
arHOCTHUKH B 1abopaTOpUI0 KIWHUYecKok reHeTUKH LlenTpa na-
6opaTopHO# AMarHOCTHKH Gose3Heit MaTepu u pebenka I. Exa-
TepUHOypra.

TpaoMOHOHHO LIS Hame# J1abopaTOpUH cpeln obciieayeMBIxX
B3pOC/BIX MAMEHTOB NPeo6IaNaloT CYNpPYXXECKHE Maphl ¢ HEBbI-
HaIIHBaHUeM 6ePEMEHHOCTU U OTATOLIEHHBIM aKYIIEPCKUM aHaM-
He3oM. BTopyio no BeauyuHe rpynny o6pa3yloT CynpyXecKue napst
C AMArHO30M becruioane.

ITpu o6cnenoBaHuM aHOMATHH KapUOTHIIA OBUIH BHISIBJIEHH! B
7,0 % cmyyaes.

XpoMocoMHbie nedeKTH 6BUTH O6HAPYXEHBI B YETHIPEX IPYN-
Nax MauHeHTOB CO CeAYIOIIUMH BHAAMH HapylleHHUH (pHc. 1):

1. HapyimeHAs MOMOBOro pa3BUTHS.

2. XeHIMHE C THIIOMEHCTPYAJIbHEIM CHHIDOMOM.

3. Cynpyxeckue napo ¢ 6eCIUIOAHEM.

4. CynipyxecKue iaphl C OTATOMEHHEIM aKyIIEPCKUM aHAMHE3OM.
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Puc. 1. XpoMOCOMHbIE aHOMaIMK Y UL, C HApYLLEHVeM PenpoayKLuyum

B 90 % cnyyaeB 06Hapy>KeHHble aHOManuM OTHOCUNUCH K cba-
NAHCUPOBAHHBIM CTPYKTYPHbLIM NEepecTpoiikamMm XpOMOCOM, U INLIb
10 % nNpULWNOCL Ha A0/ YNCMEHHbIX HaPYLUEHWA.

Y nuu ¢ HapyLleHneM penpofyKTUBHOW (YHKLMMN BbISBEHbI
XPOMOCOMHbIe CUHAPOMbBI, B OCHOBE KOTOPbIX NIEXXUT U3MEHEHUe
yucnia UanM CTPYKTYpPbI MOA0BbIX XPOMOCOM. K HMM OTHOCATCA CUH-
Apom LlepelieBckoro-TepHepa, cuHapom KnaliHgenbtepa, CUH-
ApoM nonncommnmn A"-Xpomocomsl, cuHgpom Moppuca, CUHAPOM Je
na Wanens.

MpviBeseM onvcaHWe HEKOTOPbIX Cy4YaeB BbISB/EHHbIX XPO-
MOCOMHBIX aHOManuii. Y ofHOIA M3 NauMeHTOK Oblna BbISBEHA
[OCTaTOYHO pefKas CTPYKTypHas aHOManns —KosbLesas ~-Xpo-
mocoma. O6pa3oBaHue KOJblia CBSi3aHO C YTPaToll TeNOMEpPHbIX
CerMeHTOB XPOMOCOMbI KaK Ha KOPOTKOM, TaK W Ha A/IMHHOM Mne-
yax. B pesynbtate KOPOTKME NeYN CAUMNAKTCS C ANHHBIMUK Nie-
Yamun, 1 BO3HMKAEeT (urypa, no KOHOUrypaumm HanoMmmHaroLLas
KOMbL0. TakuM 06pa3om, HOCMTENb KO/bLLEBO XPOMOCOMbI MMe-
€T YaCTUYHYIO MOHOCOMUIO NO YTPauYeHHOMY (PparMeHTy KOpOTKOro
naeya v YaCTUYHYO MOHOCOMMIO MO (hparMeHTy ANMHHOIO Maeya.
OnvcaHHOe HapyLLeHWe OTHOCUTCA K OLHOMY U3 LIUTOreHeTUYECKMX
BapuaHToB cuHApoma LLepeuesckoro—epHepa. CMHAPOM BCTpeya-
eTca ¢ yactoToin 1 Ha 2 500—3 Q0D HOBOPOXAEHHbIX AeBoyek [1].
Knaccuyecknin BapuaHT 3abo/eBaHns ABNSETCA CNeACTBMEM MOHO-
COMUK -XPOMOCOMbI, YTO BrepBble ObI10 NoKasaHo B 1959 r. Ford ¢
coaBTopamMu. B HOpMasibHOM XKEHCKOM KapvoTumne roHoCcoMbl Nnpep-
CTaBneHbl AByma Jf-xpomocomamu, Ans cuHapoma LlepelueBcko-
ro-TepHepa XapakKTepPHO Ha/nnMuue OAHON HOpManbHOW J-XpPOMO-



COMBI, a BTOPas NI0JI0Bast XpOMOCOMa JIMGO OTCYTCTBYET, TMG0 OH2
CTPYKTYPHO U3MEHEHA. YTepsaHHasi X-XpPOMOCOMa Yallue HMEET OT-
LoBckoe npoucxoxiaeHune. Hanbosee yacTole KIMHHYECKHE MIPH-
3HAKKM CMHAPOMA: OTCYTCTBHE rollall, TMNOILIa3KuA MAaTKH U dan-
JIONHEBBLIX TPYD, NepBHYHAA aMEHODes, CKYAHOE OBOJIOCEHHE JIOOKa
¥ MOAMBILICYHbIX BIIAAMH WIH €T0 OTCYTCTBHE, HEAOPA3BUTHE IPYJ-
HbIX Xenes, 6ecriogue. MHOroOYMCAeHHbIe HAPYMIEHHA Haba0aa-
I0TCS M CO CTOPOHBI COMAaTHYECKOrO CTATyca.

Y naiuueHTa ¢ HapyleHHeM MIOJIOBOTO Pa3BUTHSA, HAlIPaBJIEH-
HOTO Ha MTOT€HETHYECKOEe HCCAENOBaHHE aHAPOIOrOM, ObLI Bbl-
ABJIEH MYXCKOM KapMOTHII, UMEIOLIHI B CBOEM COCTaBe 3 KJieTOY-
HBIX IMHUH: 1) ¢ HOPMATLHBIM MYXXCKHM KapHOTHIIOM, 2) C OMHOH
JOMONAHHUTENBHOR X-XpOMOCOMOM ¥ 3) ¢ ABYMSA JONOJHHUTENbHEI-
MH X-xpoMmocoMaMu (46,XY/47,XXY/48, XXXY). DTo nocTaTOYHO
pedKo BCTpeyaromuics BapHaHT cuHApoMa KnaiHpenrepa. Yac-
TOTa JaHHOro cHHApoMa 2—2,5 Ha 1000 HOBOPOXAEHHBIX MATLYH-
KOB, HECKOJILKO MEHbIlle — Cpeau B3POC/LIX B CBsI3U C Gosee BhI-
COKO# JIETAILHOCTBIO JINL C aHOMILHBIM KapHOTHIIOM B PaHHEM
netcte [1,4]. B AByX ciayyasix y naudeHTOB OBUT BHISIBJIEH MO3a-
WYHRH KapUOTHII C MPUCYTCTBHEM KIIOHA KJIETOK, XapaKTepHOro
s cunapoMa Kiaiindenrepa, U ¢ KJIOHOM KJIETOK, COOTBETCTBY-
IOINHM HOPMAaNlbHOMY XEeHCKOMY KapuoTtuny 47,XXY/46,XX. Bepo-
sITHee BCEro, TaKoW XPOMOCOMHHEIH Habop ABUICA PE3yNbTaTOM
NMOTepPH Y-XpOMOCOMEI Ha CaMbIX pAHHHX CTAAHUAX SMOPHOHANBHOIO
pa3BHTHS. 3Mrora, No-BHIMMOMY, HMeja KapHoTun 47,XXY, Ho
110CJie YTPaThl Y-XpPOMOCOMBI YacTh KJIETOK MONYYHJIa XEeHCKHUH
Habop xpoMocom 46,XX.

Y OmHOro M3 ONMCAHHBIX BhIlIE MAUKEHTOB NPOLEHTHOE CO-
OTHOLLEHHE KIOHOB COCTaBWIIO: 90 % KiIeTKM C KapHOTUIOM 46, XX
u b 10 % kietku ¢ kapuotunom 47, XXY. KakoBo HCTHHHOE pac-
npefesieHUe KJIETOK C Pa3HBIM KAPHOTHIIOM Y JAHHOIO MyXYMHBI
He YCTaHOBJIEHO, T. K. UMTOT€HETHYECKOMY UCC/IEAOBAHKIO OBUIH
NOABEPTHYTH! TOJbKO JuMbonuThl nepucdepuyeckoi xposH. Ho,
ockoJibKy (heHoTUN O6paTHBmMeErocs nauueHTa copMUPOBaH MO
MYXCKOMY THITY, MOXHO INMPEANOJIOXHUTb, UTO B rOHajgax npeobia-
an KJIoH ¢ Y-xpoMocoMoH.

B 3TO#t Xe rpymnne nMauHeHTOB ¢ HapyUIEeHHEM TOJIOBOTO pa3-
BUTHA OBLT JHAarHOCTUPOBaH CHHAPOM MoppHca (CHHAPOM MOJ-
HOM TECTHKYJIAPHON HeMUHHU3AUNH), TPOSABIAIOLIHHCA HECOOTBET-
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cTBHeM (DEHOTHITMYECKOTO M FeHeTHYECKoro nona. MauuenTtka,
uMeBas GEeHOTHIIHYECKH WEHCKHII 110J1, MMeJla MYXCKO# Habop
xpomocoM (46,XT). 3To peaKoe reHETHHECKOe 3aboneBaHue, BCTpe-
yalomeecs ¢ yactotoi 1 Ha 65 000 HacesneHHs. [Npuuunoii 3abo-
NeBaHHus apisercs aedexT aHAPOreHHBIX peuenToOpoB. Tun Hacie-
IOBAHMS — PELECCUBHBHI, CUeIUTEHHBIA ¢ X-XpOMOCOMO# [11.

Y MYXUHHE C THIIOTOHAAM3MOM OBl BEIABIEH KapHOTHI €
yMEHBIIEHHCM Pa3MCPOB JUIMHHOTO TUICHa Y-xpomocomsl. [Tpu
KJIACCHYECKOM HHMTOreHETHYECKOM HMCCIEJOBAaHMU NOCTATOYHO
CJIOXHO ONpPEENUTh, C YeM MBI MMEEM AEJI0: BO3MOXHO, 3TO Ba-
PHaHT XpOMOCOMHOTO MOMHMOpdHU3Ma (YMEHBIICHHE TETEPOXPO-
MaTHHoOBOro 6;10Ka) ¥ TOTAa 'MIOTOHAAH3M He CBA3aH C HMEI0-
IUMCS BADHAHTOM Y-XpOMOCOMEI. A BO3MOXHO, 3TO CTPYKTYP-
Haf mepecTpofika — MHUKpOIeNelHs reHa a300CIepMHH (AZF-
reH), KOTOPbIi JIOKaNW30BaH B UTMHHOM ILTeye Y-XpoMOCOMBI KaK
pa3 Ha rpaHMlIE C reTepOXPOMaTHHOBEIM G10KOM. TTpy HHTOTE-
HETUYECKOM aHaIM3e Y MYXUYHH C HapyIIeHHEM PENPOAYKUHH yC-
TaHOBJIEHUE TOTO, K KAKOMY BapHaHTY OTHOCHTCS Y-XxpoMoco-
Ma (TmonuMopdu3M WIM MHKPOIUIEHHs), HMeeT NPHHUHITHATb-
HO Ba)XKHOe 3HadeHHe. OKOHYATEIbHO BEIICHHTD MPUPOAY YKO-
POYEHHOTrO BapMaHTa Y-XpOMOCOMB! NMO3BOJIIOT TONIBKO MOJIE- -
KyJsIpHO-THeTHYecKne MeToxnrl uccnenobanus (MUP wau FISH),
HeO6XOAHMOCTb BHEIPEHUA KOTOPHIX B IaBOpPaTOPHU Fr€HETHKH
Ha3pena.

BoAbMUHCTBO Haxo40K cOalaHCHPOBaHHBIX CTPYKTYPHHIX Me-
pPECTPOEK KAPHOTHINA MPUXOAUTCA HA IPYNNY CYNpPYXECKUX Tap ¢
HeBHIHAMMUBaHUeM 6epeMeHHOCTH M GecrutonueM. UMeHHO Takue
cbanaHCUpPOBaHHHIE CTPYKTYPHBIE MEPECTPOHKH XpOMOCOM, NpPH
KOTOPKIX HE IPOUCXOAUT NOTEPH WITH TIPHOGPETEHMS JONOMHHTENb-
HOTO FeHeTHUECKOT0 MaTepHaa, NpeacTaBsioT coboit Hanbonb-
IIH# WHTEPEC ANA MEIHKO-TeHETHYECKOTO KOHCYNbTHPOBAHHSA.
Hocuteny naHHBIX MEpecTPOEK He HMEIOT APKUX PEeHOTHIIMYECKHX
MpOSBJICHUH, Halle BCEro 3TO HOPMAJIBHHEIA (HEHOTUI, B HEKOTO-
PHIX CJly4astX BO3MOXHO MPUCYTCTBHE HeGOMbIIMX CTHIM. [TaBHBIM
TIPOSIBIEHHEM HOCHUTENBCTBA TAKMX U3MEHEHHRIX BADUAHTOB KapH-
OTHMA ABAAIOTCA HapyIIeHHSA PETNPOAYKUHH (becILionne, camonpo-
H3BOJIbHBIE BHIKUABIIIH, MEPTBOPOXAECHHUSA, POXAEHHUE AETEH C
BPOXIEHHBEIMH MMOPOKAaMHU Pa3BUTHA). B ocHOBe HapyuleHus pen-
PONYKTHBHON QYHKUMHU Y JAHHBIX MAUMHEHTOB JIEXHT aHOMAJIbHOE
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foBedeHHEe U3MEHEHHBIX XDPOMOCOM B FaMETOreHes3e, B pe3yJibTaTe
yero BO3HHUKAT BADHAHTBI TraMET C HCC63J’IaHCHpoBaHHHM XpOMO-
COMHBIM HabopOM, T. €. HMEIOLUX HEAOCTATOK MO ONHUM XpOMO-
comamM M u36HITOK 110 gpyrum. OT60p 1IPOTHB HecOGalaHCHUpPOBaH-
HBIX 3UTOT 3aBHCHUT OT THMNA ¥ MacwiTaba XxpOMOCOMHOrO AucHanaH-
ca; O4eHb KpYNHHHA aucbanaHc 6yneT NpUBOAUTL K paHHER U He-
pacno3HaBaemo# rubeny aM6pHOHOB. YMepeHHBIN AuchanaHe npu-
BCIET K AMarHOCTHPYEMOMY CITOHTaHHOMY a6opTy. YacToTa BEIKH-
Ablei yBeJu4uBaeTcss ocCOGEHHO B TOM Cliydyae, €CJIH HOCHTEIEM
Hec6aNaHCHPOBAHHOIO Habopa ABASETCA MaTh. DTO MOXET GHITH
CBSI3aHO C OTCYTCTBUEM Yy XEHIIUH raMeTHYecKoro oTbopa.

Y nByx XeHIIMH 6BUIa BRISABAEHA POGEPTCOHOBCKAs TPAHC/IO-
Kanus Mexay 13 u 14 xpomocoMaMHi. 3anKCh UX KADUOTHIIA BHIT-
JAAMT clenylomiuM obpasom: 45,XX,der(13;14). B Meio3e y XeH-
IMHBI ¢ TOTOOHKIM KApHOTUIIOM BO3MOXHO 06pa3oBaHHe HOpMaTh-
HRIX raMeT, Hecymux I3 v [/4 xpomocoMy 6e3 TpaHCIOKaUuH, cHa-
JIAHCUPOBAaHHBIX TaMeT C TPaHC/JIOKauued, B 060MX Clyyasix BO3-
MOXHO POXAECHHE 3A0POBOro NOTOMCTBA. Ho ocTaeTcst BepoATHOCTD
¢opMupoBaHUsA HecbaTaHCUPOBAHHEIX raMeT. B ciTyyae eciid B OOHY
raMeTy NomafeT NepecTPOEHHAss XpOMOCOMa H HOPMa/IbHBIH rOMO-
Jor 13 XxpoMOCOMEI BO3MOXHEI IBa BADHAHTa Pa3BUTUA COOBITHA:
JU60 aHOManbHbIA rUI0x abopTHpyeTcs, AU60 poaUTCS pebEeHOK ¢
cunapomoM [laray (tprcoMus no 13 xpoMocoMe), pUCK POXACHUA
601bHOTrO pebGeHKa B AaHHOM Ciiy4ae cocTapiseT 2—3 %. B cutya-
MM, KOTda B raMeTy NMONafaloT TPaHCIOMHPOBaHHAsA XpPOMOCOMa
M HOPMATBbHBI roMoJior 14 XxpOMOCOMEI U 3Ta ramera 6yaer ycnem-
HO OILTONOTBOpEeHa, 6epeMeHHOCTb 3aKOHYHTCS. CIOHTAaHHBIM abop-
TOM, T. K. TPMCOMHSA N0 /4 XpOMOCOME He COBMECTHMA C NMOCTHA-
TaJbHON XH3HBIO.

O6cenoBanre fetell ¢ BPOXKICHHBIMHA IOPOKAMH Pa3BUTHSA

Posp XxpOMOCOMHOM NMaTOJMOIMYU B IPEHATANILHOH FM6ENH 3M-
6pHOHOB MJIY IUIOAOB M B 06LIEM Ipy3e MHOXECTBEHHBIX BpOX-
JeHHHIX TOPOKOB Pa3BUTHA Y HOBOPOXAEHHBIX Besiuka. Ha 1000
XHUBOPOXACHHLIX MJIaZleHIIeB MPUXOAUTCH 3—4—7 UMEIOMIHUX XpO-
MOCOMHEIE 60me3HH. Cpenu AeTel ¢ MHOXECTBEHHBIMU BPOX-
HEHHHMH MOpPKaMU pa3BUTUA 35—40 % UMeT XPOMOCOMHHEIE
aHOMaJHH. B o6uiell rpynmne HOBOPOXAEHHBIX C MOPOKaMH pa3-
BUTHA XPOMOCOMHBIE aHOMaJHH BcTpeyalotcs B 9,5 % cay-
yaes [2 ].
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C 1999 r. B ExarepuHOypre nmo MHHIIHATHBE Fopoackoro ymn-
paB/eHAs 3APABOOXPAHEHHA ACHCTBYET nporpaMma «MOHHTO-
PUHT 33 BPOXIEHHBIMM MOPOKAMH PA3BHUTHS Ha TEpPHTOPHH
r. Ekarepunbypras. B cooTBeTCTBHH C sTOo#f mporpaMMo# B JIa-
60OpaTOPHIO NMOCTYaeT MaTepHal OT HOBOPOXACHHBIX C BPOX-
ACHHKIMM OPOKAMHA Pa3BHTHA AN UCKITIOYEHHUS XPOMOCOMHBIX
HapymeHHH.

3a mepHOA JeHCTBHA MPOrpaMMbl B 1abopaTopHio 611 Ha-
npasaeH Matepual ot 627 nereit. Camo# o6 HpHOH ABAAETCH
IpyMia HOBOPOXICHHHIX C Pa3NHYHBIMH BADHAHTAMH BPOXACH-
Horo mopoka cepaua (32 %). Bropylo no BeMYHHE rpynimy 006-
Da3yIloT NETH C BPOXIAEHHbIMH BHIBHXaMH CYCTaBOB M KOCTHO-
MBlIIeqHON KoconanocThio (14 %), TpeThd TpyNna cOCTaBACHA
HNeTbMH C KPMATOPXH3MOM H THIOCnanHen (13 %). B 6oapimyio
TPYNIy «MPOYHE ROPOKH» (23 %) BOLIIH ORHHOYHBIC AHATHO3H
(HanpuMep: He3apoCIIuit SMUTETHAILHBIH XOR, TPbIXa JIEeBOK
MOYKH H T. I.).

B npoaHATH3UPOBAaHHOM MaTepHaje OT HOBOPOXIECHHAIX C BITP
aHOMAIBHBIE KAPHOTUIIH GLUTH BhISTBIEHH B 7,9 % cny4aes.

Cpeny BeIABJIEHHOHN NMAaTOJOTHH Y HOBOPOXACHHBIX Ha NONI0
YUCMeHHbIX aHOMAJTHH KapHoTHNa npuumiock 60 %, Ha nonio
CTPYKTYpHHX — 40 %. Cpean XpOMOCOMHBIX CHHEPOMOB, ouar-
HOCTHPOBAaHHBIX B 1aGopaTOpUH G cuHApoME! [layHa, Dasap-
nca, [Tatay, cunnpom Kinaitnoenstepa, lepemesckoro—TepHepa,
CHUHADPOM MOJNHCOMHH Y-XpPOMOCOMH, CHHAPOM TPHCOMHH XpO-
MOCOMHI §.

KpoMme IepedrCIeHHBIX XpPOMOCOMHBIX CHHIPOMOB Y HOBOPOX-
aeHHbIx ¢ BITP, kak 4 y nu ¢ HapymeHreM ¢dbepTHIbHOCTH, BCTpe-
YalOTCs BAPHAHTH! COANAHCHUPOBAHHBIX XPOMOCOMHBIX EPECTPO-
€K: TPaHCNOKAUWH U HHBEPCH.

Tak, y HOBOPOXAEHHOFO ¢ BPOXIEHHOI KOCONAanocThio 6bu1a
BbIsIBJIEHA PEQUIMPOKHAS TPAHCIOKAUMA € ygacTHeM 9u 14 xpoMo-
coM 46,XY,1(9;14). UTo6k! MOHATH, CBA3aHO U nossaeHue BIIP ¢
JAaHHOW CTPYKTYPHOH aHOMaJIHeH, HeO6XOANMO YTOYHHUTD TTPOUC-
XOXAEHHE TPAHCIIOKALHH.

Bo3MOXHBI ABa BapHaHTa COOLITHH. B epBoM ciTyuae, BO3MOX-
HO, HMEET MECTO CeMeHHOEC HOCATENLCTBO COATAaHCHPOBAHHOMU
TPAHCJIOKALHH, T. €. ONHH U3 GEHOTHNHYIECKH 3A0POBRIX POAUTE-
Jlel nMeeT TaKylo xe nepectpoiiky. Hocurtens TpaHcioxauuu ne-
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peaan ee CBOEMY ChIHY. B JaHHOM CHTYallHH BPOXIOEHHBIH NMOPOK
BepOATHEE BCETO HE CBA3aH C NMEPECTPOAKONA XPOMOCOM, T. K. PO-
AUTEb, MMEILLMIA TAKYIO X€ TPAHCIOKALMIO, 300p0B. B cuTyauuu
KOTAla KapHOTHIN poAHuTeNie#l HOpMaleH, MW MMEEM LEJI0 C MyTa-
uMeM de novo B raMeToreHe3e OAHOro M3 poaureseit. B stom ciy-
4ae BO3HMKHOBEHUE NMOPOKA PAIBUTHs, BIOJIHE BEPOSTHO, ABJA-
eTCA CIEACTBHEM H3MEHEHHS KapHoTHIIA. YTOOLI MOHATH, C KAKHM
M3 BapMAHTOB Mbl CTOJKHYJINUCh, HCOOXOAMMO NMPOBECTH LUTOrE-
HeTHYecKoe obcnenoBaHue 060UX poauTenei.

Y HOBOPOXAEHHOIO C KPUIITOPXH3IMOM OMUCAH BapHAHT YKO-
pOYEHHON Y-XPOMOCOMBEI, KOTOPHIH, Kak U B BBIIIEONTHCAHHOM
cJiydae ¢ B3pOC/biM MAllHEHTOM C HApYIIEHHEM PENPOAYKIIUH HYX-
Jaercd B YTOMHEHHH IIPOMCXOXAEHUA BapHaiiTa Yg-, YTO BO3MOXHO
toasKo ¢ momMomeio ITIIP miu FISH.

TToMHMO HOBOPOXAEHHLIX, B JIJaOOpaTOpHIO ObL1 HaNpaBjcH Ha
LHUTOreHETHYECKM I aHATIM3 MaTepHaJl OT AeTe# nybepTaTHOro mne-
PHOMa C HADYUICHHUEM WJIH 3aACPXKOH MOJOBOTO Pa3BUTHA, UTO
SIBJIACTCS NPAMBIM MOKA3aHHEM K MCCIICIOBAHM IO KapHOTHIA., AHO-
MAJIHH KAPHOTHIIA BhIABJIEHH B 15,4 % ciayvaes.

Y neBOYKM C HapylLI€HHEM NMOJOBOTO pa3BUTHSA ObUI BLISBJIEH
PeOKHit BADHAHT MO3aHYHOI0 KADHOTHNA, ABRIAIOIMErOC OAHUM U3
ITMTOreHETHYECKHX BapHAHTOB cuHapoma LllepemeBckoro—TepHepa.
B onucrBaeMOM KapHOTHIIE MPHUCYTCTBOBAIM 2 KJIOHA KIIETOK:
nepBuUt coaepxan 45 XxpoOMOCOM, C ONHOM NM0J0BO# X-XpOMOCOMOIA;
BTOpPO# KJIOH KJIETOK COfiepXan 46 XpOMOCOM C OAHOW HOpMalib-
HOM X-XpOMOCOMOH U CTPYKTYPHO H3MEHEHHOH Y-XpOoMOCOMOH, a
HMEHHO C M30- Y-XxpoMocoMo#l o ANIMHHOMY Iujieyy. BeposTHee
BCEro, 3Urota MMesla HOPMAIbHHH MYXCKOW KapMOTHII, HO NOA
BO3IeHCTBHEM KAaKUX-TO (paKTOPOB MPOM30LIIA CTPYKTYpHas mne-
pecTpoitka Y-XxpoMOCOMEI ¢ 06pa3oBaHHEM HM30XpPOMOCOMEI, KOTOpas
B JajisHefueM B YacTH KieToK 6nula yrepsiHa. Pa3BuTHe XeHCKO-
ro ¢eHoTHNA B NMPUCYTCTBHH ABOHHOM NO3H [UIMHHOTO IUeya Y-
XPOMOCOMB M MOHOCOMMH 0 MaTepHany KOPOTKOro rjeya cBfi-
3aHO ¢ TeM, 9T0 SRY-reH, oTBeyalOmMuUH 3a pa3BUTHE BHYTPEHHHUX
MOJIOBHX OPraHOB MO MYXCKOMY THIY JIOKaJIK30BaH HMEHHO Ha
HEAOCTAIOIIEM KOPOTKOM IuTeye Y.

KapxHoTtunnpoBanHe remo6iacro3os

BaxHast posb HNTOreHETHYECKOrO aHaIU3a TIPH OCTPHIX JieH-
KO3ax CTajia B NOC/eHEeE JeCATIWIETHE 0OLIeMPH3HaHHOH!, NOCKOJIb-
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Ky €ro JaHHbIE MO3BOJSIOT YTOYHUTD BApHAHT 3abonesaHus, Npo-
BOAMTH IMHAMMUYecKoe HabnofeHHE 32 GOMBHBIM B IEPUOL pEMHC-
CHMM ¥ DeOHANBA, OLeHUBaTh NporHo3. [TocnenHee 0COBEHHO BAXHO
[UIS TUIAHHPOBaHHS alcKBATHOH, B TOM YHCIIE BBICOKONO3HOH Te-
panuy. Kak ykasaHo B PaKTHYECKHX PEKOMEHIALHAX Komureta
10 OCTPHIM JIeHK03aM, pa3pabOTaHHBIX CeUHANMCTaMU BEAYIIHX
onkosornyeckux ueHtpos CIIA, «uMTOre HETHYECKOE HCCIEn0Ba-
HHe 06A3aTeNBHO CeLyeT NPOBOANTD ¥ BCEX MEPBUYHBIX GOMBHBIX
OCTPBIMH Jleliko3amu» [S].

B 2002—2004 rr. u3 oTaeneHua remobaacrosos III'b Ne 7 mo-
CTYMHJ Ha MccneloBaHMe MaTepuan oT 113 4emoBek. B 51,4%
ciy4yaeB GbiM BHIABJCHH HApYIIEHHMS B CHCTEME XPOMOCOM.
B oT/IMYHE OT MAOUEHTOB ¢ HApyLIEHHEM PEMPOAYKIHH Y OHKO-
reMaToNorHyeckux 60JbHEIX B GONBIMUHCTBE Cy4aeB BCTpeya-
IOTCS MHOXECTBEHHBIE XPOMOCOMHbIE aHOMAIH#, KOTOpBIE OT-
paxaioT NPOLECC KIOHAJIbHOM 3BONIOUMH, HAYINEeH y o6¢cnenye-
MBIX, YTO ABJAETCA MPOTHOCTHYECKH O4eHb HEONArONPUATHEIM
MPH3HAKOM.

KpoMme Toro, HHTOreHETHYECKOE HCCJIEN0BAaHHE OBUIO HC-
MOJIb30BAHO AJUSI KOHTPOJIA 332 MPHXXUBJIEHHEM TPAaHCIUIAHTATa KO-
CTHOTrO MO3ra. Brin o6ce1oBaH MyXX4uHa, NEPeHECU N TPaHC-
IUIAHTAlHI0O KOCTHOro MO3ra. B xayecTBe NOHOpa BBICTYMHJA
poaHas cectpa 60apHOro. T. K. pEUMNHEHT U NOHOP pa3jiHya-
I0TCA Mo Habopy NONOBHIX XPOMOCOM, TO METONOM Ka-
PHOTHIIUPOBAHUA MOXHO BHSABHTb CTENEHb NMPUXUBAEMOCTH
TpaHcniaaHTaTta. B uccrnenyemoM Matepuane (nmepudepuyeckas
KpoBb) B 100 % crnyyaeB GBI BHIABJIEHBI KNETKH, CONEPXaIMHe
KEHCKHU I KapHOTHI, YTO YKa3bIBaeT HA YCTIEMHOE MPUXHBIEHHE
TpaHCIJIAHTaTa.
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JI.T. Yepanrx
Ob6aacmuas demckan
Kauxuveckas 6oasvnuya Nel

FTOPMOHAJIBHAA ANATHOCTUKA PASJIMYHBIX
BAPUAHTOB COMATOTPOI'IHO_W
HEAOCTATOYHOCTU YV AETEUN

3amepXKa pocTa y JeTe i MOXeT GbITh CIeICTBUEM KaK IHAOK-
PHHHBIX, TaK M He 3HIOKPHMHHBIX 3aboneBaHnii. Ype3BbyaitHO
aKTyaJbHBIM ABNsAeTCA Bonpoc auddepeHIHANBHOA TUATHOCTHKHA
BaDHAHTOB HAHU3Ma C LIE/bIO BhISBEHUSA GOJBHBIX C AeDULMTOM
ropMoHa pocra. X0oTs TOpMOH POCTa SBJAAETCA OCHOBHEIM rOpMO-
HOM, PEryjJMpyloIUM POCT 4ejloBeKa, HU3KOPOCIOCTh HE BCeraa
ABJIAETCA CJIEACTBHEM eT0 AedHUUTA UIH HEAOCTATOYHON aKTHB-
HocTH. Kak cnenyetT M3 aHTPONMOMETPHYECKUX KpuTepHes, 3 %
MOMyNALLMH MMeeT HU3KHI POCT, TO[AA KAaK PacpoCTpaHEHHOCTh
CTr-pedpnunra He npesbiwaet 1:5000 (Rona R.A.,1996). [Toato-
My HeoOXomMMa TILATEAbHAA OLIEHKA (PYHKIUHH COMATOTpOGOB.
BripaxeHHOE OTCTaBaHHME B POCTE M METa00/IHYECKHE HAPYIUEHHS,
CBAI3aHHBIE C MHOXECTBEHHBIM AeUUHTOM Ir'MNOodH3apHbIX TOPMO-
HOB, MPHUBOAAT K PaHHEH MHBATMIM3ALUMUYU ACTEH.

IMo3xHsAsA OMAarHOCTHKA JAHHHX HapyLIEHHIf, 2 TAKXKE OTCYT-
CTBHE CBOEBPEMEHHON U a1eKBATHOM TepaNuH AeIal0T HEBO3MOX-
HBIMM MEAMIMHCKYI W COLMaIbHYIO peabuauTauuu. bonpHhue
HCIIBHTHIBAOT 3HAYUTENbHbIE TPYAHOCTH NCUXOJIOTHYECKOH anamn-
TallMK B XETCKHUX KOJUIEKTHMBAX, YTO NPUBOIAUT K JENIPECCHH H
BIIOCJIEACTBUH — K COUMIbHOM H3onsuuu. [IpodeccuonanbHas He-
BOCTpe6OBaHHOCTH BJEYET 32 COOOM pe3koe CHHXECHHE KauecTBa
XH3HH.

C MOMEHTa CO3JaHMs PeKOMOMHAHTHBIX IIpenapaTroB ropMo-
Ha pocTa HMEETCs peaibHas BO3MOXHOCTh IOJTHOLEHHOMK COUHaNb-
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