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BBenenue

B nacrosimee Bpemsi BpoxkaeHHbId nopok cepana (BIIC) onpenensiercst kak
aHaToMuueckass naeopmanus cepiala WIM KpPyIOHBIX COCYAOB, pa3BUBArOUIasCs
BHYTpuyTpoOHO. BIIC MMEIOT AOCTaTOYHO BBICOKHMI YPOBEHb PacHpOCTpaHEHUs U
OCTAIOTCSl OJIHOM M3 HauOoJiee YacThIX NMPHUYMH JETCKOM cMepTHocTU. bonee Toro,
MIPOTHO3UPYETCs pocT pacnpoctpaneHHocty BIIC [6].

AKTYyalTbHOCTh pa0OThI: OJIaroiapsi COBpEMEHHBIM TEXHOJIOTHUSM HaOIIOaeTCs
CHIKEHHE cMepTHOCTH rpynnsl moaeit ¢ BIIC [5, 6], B ToM yucie u rpynimsl Jidil ¢
tetpagot @amio. IloBeimaercs u BebkuBaeMocTh naieHToB ¢ BIIC. OnHOBpeMeHHO
C 9TUM TEHJACHIIMHU B 00JIACTH U3YYCHUS PA3BUTHS JIAHHOTO MATOTeHEe3a HAIPaBJICHBI
Ha TOUCK TEHOB M OMOMAapKepoB, OOYCIaBIMBAIOIIUX MPEAPACIIONOKEHHOCTh K
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BO3HUKHOBEHUIO TeTpaabl Pamno, YyTO MO3BOJSET MPOTHO3ZUPOBATH JAJbHEUILINIA
ucxoJ 3a00JeBaHud U pa3padaThiBaTh HamOoJiee MOIXOJANIME METOAUKU JICUCHHUS
JAHHOU MaTOJIOTHH.

Leab nccinenoBanus — U3y4YUTh IPUIMHBI BOSHUKHOBEHUS U PA3BUTUS TETPAJIbI
dao Ha TEHETUYECKOM YPOBHE, a TaK)Ke ONPEJEIUTh HA00p F€HOB, BIUSIONINX Ha
pa3Butue Terpanpl Panino M CPOKM BBISBICHHUS JAHHOW MATOJOTHMH B IEPUOL
sMOpHUOreHesa.

MatepuaJjbl 1 METOABI HCCIECI0BAHUS

TeopeTnueckoe cpaBHEHHUE, aHAIN3, CHHTE3 HHPOPMAIIMN HA OCHOBE HAYYHOM
JIATEPATYPBHI 110 TEME.

Pe3ysabTaThl HCC/Ie10BAHUS U UX 00CYXK/IeHHE

Terpana ®amio — BpOKAECHHBIN MOPOK CEPALA, XAPAKTEPUIYIOIIUNCSI CTEHO30M
BBIBOJIHOT'O TPAKTA MPABOI0 KeNyA0UYKa, Ae(PEKTOM MEXIKETYT0YKOBOM MEePEropoJiKu,
JIEKCTPOTIO3UIIMEN aOpPThI U runepTpodueit mpaBoro xemyaouka [1, 3].

Tetpana ®amio SABASETCA OAHUM U3 HAaUOOJIEE YaCTO BCTPEUAIOITUXCS TTIOPOKOB
cepauna. Tak, dacrora 3abosieBaeMoCcTH y poauBIIMXcsi kUBbIX jgeteit ¢ BIIC
cocraBisier 5,5 — 9,7%, npu sTOM HMeercs npeoOiagaHue JAaHHOM MaTOJIOTHU Y
MaIMEHTOB MYCKoro noja [1, 5, 6].

JlaHHas aHOManmusl OTHOCHUTCS K Tpynmne ¢ JIETOYHOW JIYKTYyC-3aBUCUMOU
FEMOJIMHAMUKOM, TOCKOJbKY €IWHCTBEHHBIM HCTOYHHKOM 3aIOJHEHUS JIETOYHOTO
KpyTra sIBIII€TCSI OTKPBITBIM apTepuanbHblii npotok (OAIL, on xe nykryc) [4]. B
nanHoM ciydae OAII omnpenenser ypoBeHb KPOBOOOpaIllEHUs] MO OOJIBIIOMY WM
MaJIOMY KPYTY.

@opMUPOBAHUE JAHHOW AHOMAJIMM TPOUCXOAUT B PE3yJbTATE HAPYIICHUSA
mpoliecca KapauoreHesa Ha 2-8 Henenie SMOpUOHAIBLHOTO pas3ButTus [1]. Pa3Butuio
JTAHHOM TMAaTOJIOTHU MOTYT CIIOCOOCTBOBATh IMEpPEHECEHHbIE MaTepbio Oosie3Hu B |
TpuMecTpe OepeMeHHOCTH ([B-TeMOJIUTHYECKUN CTPENTOKOKK TpYMIbl A, KOpeBas
KpacHyXa), MpUeM HEKOTOPBIX JIEKApPCTBEHHBIX IMpenapaToB (CeIaTUBHBIC CPEJICTBA,
TOPMOHBI, CHOTBOPHBIC U JIp.), YNOTpeOJEeHNE HAPKOTUYECKUX CPEACTB, AJIKOTOJS,
BO3JICCTBHE MTPOMBIIIJICHHBIX MOJIIOTAHTOB [1, 6], @ Takke BO3pacT MaTepy M OTIIA,
aKyIIepCcKuil aHaMHe3, THOPUIUHT U MHOTOIUIOIHASE OepeMEeHHOCTh. OTpe e oLy o
poJib B (hopmMupoBaHuu TeTpaabl Panio urpaet HacieaAcTBeHHOCTh. [Ipumepro B 50%
CIy4aeB IPEANOJIAraeTcsi ayTOCOMHO-IOMHHAHTHOE HAclelOBaHue, Iepenaya
OCYILIECTBIISETCS IPEUMYIIIECTBEHHO MOJIUTEHHBIM ITyTeM [2]. B psze ciydyaeB TeTpana
damio MoxeT HabmoAaThea y Mmojaent ¢ cunapomamu Kopuenuu ne Jlanre, [layHa u
ap.[1].

Pa3paboTka HOBBIX TEXHOJIOTHI B MCCIEI0BAHUM T€HETUUYECKOM COCTaBIISIOMIEH
BIIC, Bkirouas Bapuauuu yuciia konud u nocinepoBarenbHocTerd JIHK, yckopsier
oOHapyKeHHE TeHETUYECKUX aHOMaJIMi cepana [7], B Tom uncie u TeTpaasl daio.

OnHUM U3 aKTHBHO PAa3BUBAIOIIMXCS HAIMPABICHHI B PAaCCMOTPEHHH JAHHOTO
BOIIpOCa SBJSIETCS W3ydeHHWe onureHerndeckux wMoaubukanuii JIHK uepes
MeTunupoBanue. lccmenoBanus mokasanu, 4to ypoBHM MetuiupoBanus JIHK
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3HAYUTENBHO OTJIMYAIOTCS MPU CPABHEHUU MALMEHTOB € T€TPanoil Paio U yCIoBHO-
310pOBBIX aeteit [7, 11].

B uccnenoBanusix, npoeaeHHbIX B 2018 roxy Hu ¢ coaBropamu u Pulignani ¢
COABTOpaMU, ObLJIO BBISIBIIEHO HECKOJIBKO JPYTHX MAaTOT€HHBIX BApUAHTOB B reHax. Hu
C COaBTOpPaMHM BBIACIIIA 6 MATOTEHHBIX BapuaHTOB B ciexyromux reHax: CITED2,
ZFPM2, xotopsie criocoOCTBYIOT pa3BUTUIO TeTpaasl Pamio [9, 10]. Takxke ycioBHO
naTtoreHHbI BapuaHT B reHe JAGI, BIMsiHUE KOTOPOTO YCTAHOBJICHO IMPHU TETPaje
®amio [7, 9]. Bce OonbHbIe TeTpagor Pamio MOMKHBI MPOUTH TE€HETUYECKOE
KOHCYJIbTUPOBAHHE C LIEJIbIO0 YCTAHOBIICHUS CUHIpoMa Jenenuu 22011 XxpoMocoMeI ¢
HCIIOJIb30BaHUEM (ITyOopeclieHTHON THOpuan3amnmy in Situ [3].

OTtaenbHOE BHUMaHUE Ha CETOAHAIIHMM 1eHb yaensercss MukpoPHK — manomy
Hekogupyromemy Buny PHK kak nepcrniektuBHoMy Onomapkepy [7]. B HacTosiuee
BpeMs onpenesneHbl 22 3HaunMbix MUKpOPHK. OCHOBHBIMU TeHaMu, 4epe3 KOTOPBIE
peanu3yeTcsi MEXaHU3M MaTOJIOTUYECKOTO MpOoliecca, COMPSHKEHHOTO C Pa3BUTHEM
BIIP, sBisitotcs cnenyromue redsl: NOTCHI1, NOTCH2, GATA3, GATAS, GATAG®,
ZFPM2, HAND, NKX2-3, NKX2-5, NKX2-8, TBX1, TBX2, TBX3, TBX5, TBX18,
TBX21,HEY 1, HEY2, MEF2C u FOXH]1. Bce 3T reHbl UrpatoT 3Ha4UTENIbHYIO POJIb
B Kapauorenese [7, 8]. OOHapykeHHe CBOOOIHO IUPKYJIHUPYIOMIMX B MAaTEPUHCKOM
kpoBooOpamennu MUkpoPHK 5sMOpuoHa OTKpBUIO HOBBIE BO3MOXKHOCTH IS
HEMHBA3UBHOM MPEHATaIbHON JUATHOCTUKHU BPOXKICHHBIX TOPOKOB.

[laTorenes mpu JaHHOM NOPOKE 3aBHCHUT OT CTENEHH CTEHO3a JIErOYHOM
aptepun. [Ipu 3HAUUTENHHOM CY>XEHUHU JIETOYHOM apTepuu Ha (oHE YXYIIIECHUS
JEro4HOro KPOBOTOKA TMPOUCXOJAUT 3HAYUTEIBHBI COpPOC KPOBU U3 MPABOTO
KEJIyJouKa B aopTy udepe3 AeeKT MEexOKelyA0oYKoBOM meperoponaku. [lossusercs
BBIPQXKEHHBINM 1IMAaHO3 (CHHIOIIHAS OKpacKa KOXKHBIX MOKPOBOB, «CHHss» (opma),
YCUIMBAIOIIMNACA JaXe€ TMPU HE3HAYUTEIHHOM YyBETUYeHHH paboThl cepana. B
COCTOSIHUU MOKOSI CTENEHb [IMaH03a YMEHBIIIAETCS BBUY €CTECTBEHHOTO YBEINYEHUS
TOKa KpoBU. Ilpu yMEpEeHHOM CTEHO3€ JIETOYHOW apTEpUM KPOBOTOK B HEW
yaoBieTBopuTenbHbINA. [IpeobmagaeT cOpoc KpoBHW cieBa HampaBo uepe3 aedexT
MEXKEITYJJOUKOBOW TEPErOPOJKHU, YTO CHOCOOCTBYET YBEIUYCHHUIO JIETOYHOTO
KPOBOTOKA. DTO MPUBOJUT K «Oenoi» dhopme nmopoka. IMEHHO MEXTy TBYMS STUMHU
MPOTUBOMOJIOKHBIMUA (pOpMaMU U HAXOJUTCS pazHOOOpa3ve KIMHUYECKOTO TEUCHHS
tetpaasl @amno [1].

[Ipn pasButum Ttetpanbl Pamno BO3ZHHUKAIOT OCIIOXKHEHHS: IOJIHMOpPTaHHAS
HEJJI0OCTATOYHOCTb, KaxXeKcusl, BBIPAXXKEHHOE CHUKEHUE MMMYHHTETA,
TPOMOOAMOOJIMYECKHUE OCIIOXKHEHUS, MPOTPECCUPOBAHUE JUIATALIMM aOPThl MU
MH(PEKIMOHHBIN dHA0KapauT. [Ipu OepeMEHHOCTH YBEIMYEH PUCK OCIOKHEHUU CO
cToponsl oaa [1, 3].

['1aBHBIM OCHOBaHUEM JJII YCTAHOBJICHUS TeTpaasl Daiio, SABISETCS UAHO3,
MPOSIBIIAIONIMICA K TEPBOMY TOAY >KU3HU B BHUJE€ CHUHIOIIHOW OKPAacCKH KOXKHBIX
MTOKPOBOB U CIIM3UCTHIX 000J1049eK. ET0 HHTEHCHBHOCTH, KaK MPABUIIO, BAPEUPYETCS OT
cBeT0-(hroneToBoro A0 TeMHO-cuHero IBera. [[ns Terpampr Pamio xapakTepHO
MIPOSIBJICHHUE OJIBIIIIEYHO-TTUAHOTHUECKUX MPUCTYNOB (HanOoJiee CUIIbHOE BBIPAKECHHE
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[[MaHO03a, COMTPOBOXKAAIOUIEECS HAPYIICHUEM AbIXaHUs1). DTO MOXKET MPUAABATh KOXKE
«MpaMOpHBI» BUA. B mepBble MecAlbl )XKU3HH OJBIIIKA BO3HHUKAET TOJBKO IPHU
KOpPMJICHHHM U O€CIOKOMCTBE, a K MEpPBOMY T'OJly MMEET MOCTOSHHBIN xapaktep [1].
['1aBHBIM KIIMHUYECKUM CUMIITOMOM CIIY’KUT KOPOHAPHAsI HEAOCTATOYHOCTb.

Juarnoctuka terpaabl daniao ocymiecTBIsETCS Ha OCHOBE (DU3UMKAIBHBIX U
1a00paTOPHO-UHCTPYMEHTAJIBHBIX — HccaeAoBaHuil. Ha  snekTpokapauorpamme
XapaKTepHbBIMU MPU3HAKAMU SIBIISIOTCA OTKJIOHEHHE HJIEKTPUUYECKOM OCH cepiala
BIIPABO, MPHU3HAKKU TUMEPTPO(HH MpaBoro mpeacepausi ¥ MpaBoro kemymodka. Ha
PEHTIEHOBCKOM CHHUMKE — TMIOBBIIICHHAs MPO3pPayHOCTh JIETOYHBIX MOJICH, cepile
HEOOJIBIIIOTO pa3Mepa, UMeeT (GOpMYy «TOJUIAHACKOTO OarMadkay ¢ BBIPAKCHHOU
Tanue W TPUIIOAHATOM Haa auadparmoit Bepxymkoil. Ilpu sxokapamorpadun
OTIPEIENSAIOTCS BBICOKHM MEPEKT MEXIKETYJOUYKOBOM IMEPETOPOAKH, PACIIUPEHHAS
aopra. Ilpu IONIIEPOBCKOM HCCIEIOBAHUM ONPEACISIETCS aHOMAJbHBIN KPOBOTOK
yepe3 JIedeKT MEeXKETyJOUKOBOW MEPEeropoiKd M yBEIHMUYEHHE TOKa KPOBU uepes
kiarnad jérounoi aprepuu [1]. Taxxke npu terpage danno HeoOX0AUMO TPOXOIUTH
muddepeHnanbHy0 TUArHOCTUKY € Je(EeKTOM MEXKEITYJOUKOBOM TMEPEropoIKH,
CTEHO30M JIETOYHOM apTepuu, aTrpe3ued JIETOYHOM apTepud U aTpe3ueu
TPEXCTBOPYATOrO KJIAIaHa.

Tepanus HeONEpUPOBAHHBIM TMMAIIUEHTAM HA3HAYAETCS WHAUBUIYaTBHO.
XUpYyprudeckoe JICUEHHE, B CBOIO OYEpelp, MOKa3aHO BCEM NALMEHTaM C TETPAIOU
®damio. OKOHYATENBHYIO PAAUKAIBHYIO KOPPEKLMIO MPEANOYTUTEIHLHO MPOBOUTH,
HauyWHasl C TPEXMECSYHOTO Bo3pacTa. [Ipu 6oliee CIIOKHBIX YCIOBUSIX XUPYPTrUUECKOE
BMENIATEIHLCTBO HEOOXOIUMO BBITIOJIHUTH O UCIIOJIHEHUS YeThipex JieT. [IpoBoautcs
3aKphITHE AedeKTa MEXOKETYI0UYKOBOM MIEPErOPOAKHY 3ariaTon, pe3ekuus (yaaaeHue)
AJIEMEHTOB CY>KEHHSI aOpThl U, MPU HEOOXOAUMOCTH, IJIACTUKA BBIBOJHOTO TpaKTa
MpaBoro xenyaouka [1].

Cpenssig Npoa0KUTEIbHOCTD KU3HU AeTel ¢ TeTpaaoi damio cocrasiser 12-
13 net u 3aBUCHUT OT CTENIEHU CTEHO3a JIETOYHOU apTepuu. 25% pOIUBIINXCS YMUPAIOT
B MiepBbId roj xku3Hu, 40% — k Tpem rogam, 70% — k necsatu ronam u 95% — k 40 rogam
#u3HU. HeomeprpoBaHHbIE MAIMEHTHI Yalle€ BCEr0 YMHUPAIOT B PAaHHEM BO3pacTe.
[TanueHThl, IEpeHecHne KOppeKIuo TeTpaab Pamio, 00bIYHO BEAYT aKTUBHBIN 00pa3
xwu3Hu [1, 5, 6].

BbiBoabI:

1. BpoxieHHbIE IOPOKHU Cep/illa, B TOM 4Kcie U Terpaga damio, COXpaHsIoT
JUIUPYIOLIME TO3UIIUU TIO PACIIPOCTPAHEHUIO HE TOJBKO Ha Tepputopuu Poccuu, HO
1 BO BCEM Mupe. BobIIMHCTBO (DaKTOPOB pUCKA, COTTIACHO UCCIICIOBAHUSM, SBIISIOTCS
YIIPaBJISEMbIMH, YTO TO3BOJIIET CHU3UTh BEPOSATHOCTh BO3HUKHOBEHHS U Pa3BUTHUS
MaToJoruu. TaKOBBIMU SIBJISIOTCS: MPUEM HEKOTOPBIX JICKAPCTBEHHBIX IPEnapaTos,
ynoTpeOieHre HApKOTHUYECKHX CPEACTB, AJIKOTOJISI, BO3JCHCTBUE IPOMBIIIICHHBIX
MOJUTIOTAHTOB, @ TaKXE€ BO3pPacT MAaTepH, aKyUIEPCKUM aHaMHE3, BO3pacT OTIa,
WHOPHUIUHT U MHOTOTUTOHASI OepemMeHHOCTh. [IpumepHo B 50% cinydaeB HabmromaeTcs
ayTOCOMHO-ITOMUHAHTHOE HACIEI0BAaHUE, MPEUMYIIIECTBEHHO MOJUTE€HHBIM MyTeM. B
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psife ciyyaeB Terpaga Panno MoxkeT Habmo1aThed y Jtoe ¢ cuaapomamu Kopuenvu
ne Jlanre, /layHna.

2. UrparoT poJib B pa3BUTHH aHOMAJIMU reHetudeckue dhaxktopel. UccneqoBanus
J0Ka3ajid, YTO MYyTallMl OMNpE/IeICHHBIX T'€HOB 3HAYMTEIbHBIM 00pa3oM BIMSAIOT Ha
BO3HUKHOBEHUE U pa3BUTHE TeTpaabl Paso, MOCKOJIbKY NPHU HATWYNN JAHHBIX T€HOB
HapyLIaeTcsl KapAuoreHe3 B SMOPHOHAIIBHOM MEPHO/IE.

3. IlenecooOpa3HO TPOBEACHHUE HCCICAOBAHMS T€HETHUYECKOTO MaTephayia y
OCpEeMEHHBIX Ha PAaHHUX CPOKAaX C IICJIbIO BBISIBJICHUS JAHHOW MATOJIOTHH.

4. VccnenoBaHusi B JaHHOM HAIlPaBJICHUH UMEIOT BBICOKHE MEPCIEKTUBBLL. B
HACTOAIEEC BpEeMsl TEHJEHIUU B OOJACTH M3YUCHHS PAa3BUTHUSL JAHHOTO IMAaTOreHe3a
HampaBJeHbl HAa  TOWCK TEHOB W  OWMOMAapKepoB,  OOYyCIIaBIMBAIONINX
MIPEAPACIOIOKEHHOCTD K Pa3BUTHIO TeTpaibl Daiiio, 4TO MO3BOISET TPOTHOZUPOBATH
JanbHEeNIMii ucxo/] 3a00eBaHus U pa3padaThiBaTh HAU00JIEE OIXOIAIINE METOIUKH
JIeYEHUs TaHHOW MaTOJIOTHH.
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AHHOTAUMsA. DK30COMBI SIBIISIOTCS TOATPYINION BHEKJIETOUYHBIX BE3UKYJI
pasmepamu oT 40 HM 10 100 HM. OHM OCYHIECTBIISIFOTE SHIAOTE€HHBIA MEXAHU3M
MEXKJIETOUHOU KOMMYHHMKalMu. C MOMEHTa OTKPBITHSI TOTO, YTO HA MOBEPXHOCTHU
MeMOpaH 3K30COM HUMEIOTCA CHeUU(PUUYECKHE PELENTOPhl, KOTOPhIE CIOCOOCTBYIOT
L[eJICHANIPABJICHHOM Nepeaye OMOJOTHYecKON NH(POpPMAMU KOHKPETHBIM «KJIETKaM-
MHUIIEHAMY», NOTEHIHAIBHOE UCIOJIb30BAaHNUE 3K30COM B KAUECTBE CPEICTB JOCTABKU
JIeKapCTB MPUOOPEIIO 3HAYUTEIBHBIN Hay4dHBIN nHTEepec. [[aHHbIN BU BHEKIETOYHBIX
BE3HKYJI MOXKET UMETh MHOKECTBO MTPEUMYIIECTB MEPE] UMEIOIMUMHUCS B HACTOSILIEE
BpeMs CpEACTBAMHU JIOCTABKH JICKAPCTBEHHBIX CPENICTB, TAKMX KaK CIOCOOHOCTH
MPEOJI0JICEBaTh ©CTECTBEHHBIC Oaphephl, MX CBOWCTBA HAIICTMBAHUS HA KJICTKU U
3aIuTa COACPKUMOTO OT BO3JIEHCTBUS OKpYyKatomiei cpenbl. [{enpio nanHoit paboTs
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