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Pesiome

Lienb nccnepoBaHuma. V3yuntb cnekTp BpOXKAeHHbIX NopokoB ceppaua (BMNC) n skctpa-
KapAunanbHbIX aHOManuini y MaofoB C CUHAPOMOM reTepoTakcuu, abopTUPOBaHHbIX B
nepBoM TpUMeCTpe 6epeMeHHOCTM Nocsie NPoBeAeHNA YbTPa3BYKOBON NpeHaTabHOM
AunarHoctukun. O6cyanTb BOMPOC aKTyaNlbHOCTU UMELLMXCA KnaccudurKaumii CMHAPOMOB
reTepoTakcui.

Matepuanbl n metoppl. CoHorpadusa nposoaunacb Ha annapate Voluson 730 Expert ¢
NCMNonb30BaHNEM TpaHcabaoMuHanbHoro (4-8 MIu) gatumka. Hosonornueckuin gnarHos
YCTaHOBNEH MO pe3yfbTaTam NatomMopdonorMyeckoro NccieoBaHnsa nNnoLoB B NePBOM
TpUmecTpe.

PesynbraTtbl. [peactaBneHbl 7 HabnogeHMN CUHAPOMA reTepOTaKCUK y NIIOA0B B NEPBOM
TpumecTpe. COOTHOLLEHNKE NOJIOB (MY>KCKOW/>KeHCKNIN) cocTaBmno 2,5:1. MpaBonpeacepa-
HbIN M30Mepun3M yCcTaHOBNEeH B 57,0% cnydaes (4/7), neBonpefcepaHbin — B 1 Habnoge-
HUW, 2 cyyvas Obinm C HeonpeaeneHHbIM n3omMepr3moM. [lekcTpokapaus Habnoganacs B
57,0% cnyyaes (4/7), neBokapams — B 43,0%. Hanbonee uactbimu BIMC ABUnmcoL eguHCTBEH-
HbI XeNyaoueK cepaLa C aTpe3nein/cTeHO30M JIEFOUYHOro CTBOJIA Y iBOMHOE OTXOXKAeHNe
MarmcTpanbHbIX COCYOB M3 NPaBOro eflyaouka co CTEHO30M JieroyHoro cteona. [urpo-
Ma Lewn Habnganach B 2 cyiyyasx, yBenvyeHue ToNWmnHbl BOPOTHUKOBOMO NPOCTPAHCTBA
10 3 MoM - B ogHOM HabniopgeHun. AcnneHusa guarHoctmpoBaHa B 43,0% cnyvaes (3/7),
nonucnneHus — B 28,5% HabnogeHnin. B 2/7 cnyyasax aHomanui ceneseHKn He BbIAIBEHO.
BbiBoabl. CyulecTByowne knaccudbukaymm naumeHtos ¢ CI — Mo COCTOAHUIO ceneseHKu
unu no mopdosorny ywek npeicephmin — 4acto He COOTBETCTBYIOT OXKMAAEMON KapTUHe
CcepAeyHbIX 1 SKCTpaKapamanbHbiX aHoManuin. OCHOBHas 3afaya 3aKJovaeTcs B TOUHOM
OMUCaHWM CNOXHbIX MOPOKOB CepALia U BCeX BUCLLePasbHbIX NPOABIEHUI NpY CUHAPOME
reTepoTakcuu, B TOM Uncsie y Nio[oB B MepBOM TPUMECTpPE.

KnioueBble cnoBa: CHPOM reTepoTakcuu, IeBonpeacepaHblii M3oMepur3m, NpaBonpes-
CepAHbI N30Mepun3M, BPOXKAEHHbIE MOPOKY CcepAaua, NepBbli TPUMECTP
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Abstract

Purpose. To explore the spectrum of congenital heart defects and extracardiac anomalies
in the fetus of the first trimester of pregnancy with heterotaxy syndrome.

Materials and methods. Sonography was performed on a Voluson 730 Expert using a
transabdominal (4-8 MHz) sensor. The nosological diagnosis is established by the result
of pathomorphological studies in the first trimester.

Results. We present 7 case of heterotaxy syndrome in the fetuses of the first trimester.
The sex ratio (male/female) was 2.5:1. Right atrial isomerism diagnosed in 57% cases (4/7),
left atrial isomerism - in 1 case. 2 cases were indefinite isomerism. Dextrocardia presented
in 57% cases (4/7). Most common heart defect was single ventricle ¢ L-transposition of
the great arteries with atresia/stenosis pulmonary artery and double outlet right ventricle
with stenosis pulmonary artery. Asplenia present in the majority of cases (3/7), polysplenia
(2/7), normal (2/7). Fetal hydrops, hygroma - 2/7.

Conclusions. Actual 2 most common methods of classifying patients with heterotaxy —
based on the status of the spleen or on the morphology of the atrial appendages - is
frequently incongruent with the expected pattern of cardiac and noncardiac anomalies.
The study emphasizes the importance of an individualized approach to diagnosis based
a systematic segment-by-segment analysis of each part of the cardiovascular system and
noncardiac anomalies including in the first trimester of pregnancy.

Keywords: heterotaxy syndrome, left atrial isomerism, right atrial isomerism, first trimester
of pregnancy, cardiac anomalies

B BBEJEHWUE

«CuHppom retepoTtakcmm» (CIN) (CMHOHMMbI «reTepOoTaKCKA», «BUCLLepalibHasA reTepo-
TaKCMsA») — OOLNIA TEPMUH AN1A 0603HAYEHNA HENPABUIbHOTO PACMONOMXEHNA BHYTPEHHNX
OpraHoB rpygHon n 6ptowwHon nonoctei. K CI oTHOCAT neBonpeacepaHbIi 1 npaBonpes-
cepAHbIn n3omeprambl. CNeKTp BPOXKAEHHbIX MOPOKOB CEPAEUYHO-COCYANCTON CUCTEMDI
N 3KCTpakapAuanbHblX aHoManuin BapuabeneH [1]. UctnHHaa yactoTa BbiABneHua CI
Heun3BecTHa. JleTaNlbHOCTb ABNAETCA Pe3ybTaTOM BPOXKAEHHbIX NOPOKOB cepaua (BrC),
aTpesnu XenuyeBblBOAALLEN CUCTEMbI, HAPYLLEHWI NOBOPOTA KULLEYHMKA UK CBA3aHa C
BOCNanUTenbHbIMK NpuymHamu (cencuc). Yactota BIMC npu CI coctaBnaet ot 50 go 100%.
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B LIEJTb NCCJIEOOBAHUA

M3yunTb cnekTp BpoxAeHHbIX NOpoKoB cepaua (BMNC) n akcTpakapamanbHbIX aHOMa-
NNA'Y NNOAOB C CUHAPOMOM reTepoTakcum, abopTUPOBaHHbIX B NepBOM TprMecTpe bepe-
MEHHOCTU NocJie NPOBEAEHUSA YNbTPAa3BYKOBOM MpeHaTaNbHOM AnarHoctukun. Obcyautb
BOMPOC akTyanbHOCTW MMeoLMXCA KnaccndukaLumii CMUHAPOMOB reTepoTaKCUiA.

B MATEPWAJIbl W METO/LbI

O6bekToM nccnepgoBaHus Asuancb 7 nnopos ¢ CI, abopTUpPOBaHHbIX B NEPBOM TPU-
MecTpe 6epeMeHHOCT! MO MEeAUKO-TEHETUYECKMM MOKa3aHUAM C MOATBEpPXKAEeHHbIM/
YCTaHOBNEHHbIM MpPX MaToMOphONorMyeckoMm KccnefoBaHuy AuvarHosom. Martepuan
B CTepUIbHOW nocyfe [OCTaBAAAN ANA MaTOMOPPONOrmyeckoro, LUTOreHeTUYecko-
ro mnccneposaHuii. Matomopdonornyeckoe nccnefioBaHre NPOBOAUSIOCH MOJ CTepeo-
MUWKPOCKOMOM, OCHALLEeHHbIM LIMPPOBOI KaMepoii, C NCNONb30BaHNEM UHCTPYMeHTapus
LA rnasHou xupyprun. AHomanbHO chopmmpoBaHHble opraHbl oTorpadurposBanu u
M3yyanu Ha cepumHbIx cpesax. BckpbiTre ceppua npomwssogunu 6e3 npeaBapuTenbHON
duKcaumm nocpeCcTBOM NOCNefoBaTeNIbHON MUKPOAUCCEKLMI, MO3BONAOLLEN nccneso-
BaTb BHYTPEHHIOI NMOBEPXHOCTb 06OUX »Key[ouKOB, IByCTBOPYATHIN, TPEXCTBOPYATHIN U1
MONYyNyHHble KNanaHbl.

KapunotunmnpoBaHue 6b1510 ycrelHo BO Bcex ciydasx, B Tom uncne B 71,4% (5/7) — ¢
MCnosb3oBaHNeM TKaHel noctaboptHoro matepurana. CtaHgapTHOe LMTOoreHeThYeckoe
nccnefoBaHve NpoBOAMIOCh NPU YPoBHe pa3spelleHna 550-650 cermeHTOB Ha ranso-
MAHBIN HAabop nocsie 6UONCUN BOPCUH XOPMOHA UK NOCse NpepbiBaHNS 6epeMeHHOCTH.
HenocpepncteeHHO nepep natoMmopdonornyeckum nccieloBaHem B CTePUSIbHbIX YCo-
BUMAX NOJ KOHTPOJIEM CTEPEOMUKPOCKONa Oblnn 3abpaHbl BOPCUHBI XOPUOHA, OTAENEHHbIe
OT JeumnpyanbHON TKaHu (He meHee 15-20 mn), n nomeleHbl B cpegy HAM, Amniomax,
Chang, nnu pactBop X3HKca ¢ renapvHom (3 mn renapuHa, 0,7 Ma aHTMOrOTMKa Ha 70 mn).
OTHOCKTeNbHAA BeMYMHA — MHOXUTeSb OT MeanaHbl (MoM) TonLWwrHbI BOPOTHUKOBOIO
npoctpaHcTea (TBIM) nnoaa; paccumTbiBanCca C MOMOLLbIO aBTOMaTU3NPOBaHHOM NPOorpam-
Mbl C y4eTOM BO3pacTa, Macchl Tefla 6epeMeHHON, KONYMKO-TEMEHHOro pa3mMepa nnoga.

B PE3YJIbTATbI

Danee nprBogum HabnopgeHus CI'y nnofoB B nepBoM TpumecTpe. Y3-aunarHo3sl, BMC,
OCHOBHbIe 3KCTpaKaparanbHble aHoManuu 7 cnyyaes CI npefcTaBneHbl B Tabnuue.

CooTHOLLEHMe NoNoB (MyXCKOW/XeHCKUI) cocTaBuio 2,5:1. MNpaBblin n3oMepusm yiek
npepcepanii 6o yctaHoBNEeH B 57% cnyyaes (4/7), neBbit u3oMepram — B 1 HabnogeHuu,
2 cnyyas 6biny C HeonpeaeneHHbIM 30MepPU3MOM.

Jekctpokapana Habnoganacb B 57% cnyuyaeB (4/7), neBokapausa — B 43%. Hanbo-
nee yactbimn BIC, gnarHoctupyembimn y nnogos ¢ CI' B nepBom TpumecTpe, ABUAUCH
€VHCTBEHHbIN »Kenyaouyek cepala C atpesrein/CTeHO30M Iero4YHOro CTBoMa U ABOVIHOE
OTXOX[AEeHNe MarncTpasnbHbIX COCYAOB 13 NpaBoro xenygouka (JQOMC n3 IM2K) co cteHo-
30M JIErOYHOro CTBONA.

lurpoma wewn Habnoganack B 2 cyyvasx, ysenndeHue TBIN go 3 MoM - ele B ogHOM
HabnogeHun.

AcnneHus 6bina ararHocTrpoBaHa B 43% cnyvaes (3/7), nonucnneHuns n HopMasnbHas
ceneseHka — no 28,5% cnyvaes (2/7).
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JKCTpaKapavasbHble MOPOKMU BKIOUaNM 06paTHOe PacrosioKeHne opraHoB 6pioLl-
HOI NOMOCTK (MOIHOE WM YaCcTUYHOE), ansla3unio XBOCTa NOAXKENyAOUHOW »Kenesbl, aTpe-
31110 aHyca.

JpdeKTMBHOCTL NpeHaTanbHon AuarHocTvku CI B nMepBoM TpumecTpe cocTaBuia
71,4% (5/7).

B ObCYXIOEHWE

Yactota CI coctaBndaet npumepHo 1:10 000 XMBOPOXAEHHDIX, Yalle BCTpeyaeTca y
MY>UMH B cOOTHOWeHnK 2:1 [2]. MoXeT NnpucyTCTBOBaTb NeBOKapAuWA, AeKCTpoKapama
uUnu Mesokapaua. JlesonpencepaHblin n3oMepram o6bIUHO CBA3aH C NOIMCNNEHMEN, Npa-
BOMpeACcepAHbIN — C acnieHnen.

XapaKTepHbIM/ YepTaMu IeBONpPeacepaHoOro n3oMeprsma ABAAITCA aHaTOMUYeCKN
nesble ywkun npepcepamn, BMC, nonucnneHns, nepepbiB HUKHe nonown BeHbl (HIMB) ¢
NPOJONIKEHVEM ee B HEMapPHYI0 UM MONTyHeNapHY BeHY, MOPGONOrnyeckn ByXCTOPOH-
Hue neBble (ABYXAONEBbIE) Nerkune, yanmHeHHble rnaBHble OPOHXM, PaCnoNoXKeHHble Nog,
NEroYHbIMM apTepUAMU, LeHTPanNbHOE PaCMONIOXKEHMe NeyveHn, OTCYTCTBME >KENUHOro
ny3blpsA, HeNpPaBUIbHOE NoNoXeHe Xenyaka [3], HapyLueHne cepaeyHOro puTma no Tuny
6pagvKkapanv nnmn nonHowm 6nokaabl (M3-3a OTCYTCTBUA HOPMaNbHOIO CUHYCOBOTO Y311a).

XapaKTepHbIM/ YepTaMu NpaBonpeCcepaHOro n3omeprsmMa ABNATCA aHaTOMUYECKN
npasble ywku npegcepann, BMC, acnneHus, okctanosnuma aoptbl 1 HIMB, mopdonoruue-
CKIN ABYXCTOPOHHME MpaBble (Tpexaonesble) nerkue, rnaBHble OPOHXM, PacnosioKeHHble
Haf NeroyHbIMN apTepraAMN, HeonpeaeneHHaa No3nLUA NeYeHu, XenqyHoro nysbipa [4],
HapyLleHne cepaeyHoro putMa no TUMy HagXenygoukoBon Taxnkapamm (M3-3a HannumaA
LBOWHbIX CUHYCOBbIX 1 aTPUOBEHTPUKYIAPHbIX Y3510B).

OpHako cyuiecTByeT WMPOKUIN cnekTp natonorui npu CI co 3HaumTenbHbIM nepe-
KpbIBaHWEM aHaTOMUYECKMX OCOOEeHHOCTelN. B UaCcTHOCTW, HaKOMMEHHbIN ONbIT cBUAe-
TeNbCTBYET O TOM, UTO [ABe Hambonee pacnpocTpaHeHHble Knaccupmkaumm naLmMeHToB C
CI - no cocToAHMIO cene3eHKM nnu No mopdonorny ywek npeacepamin — 4acto He CooT-
BETCTBYIOT OXKMAAEMOWN KapTUHE CEPAEUHbIX 1 KCTPaKapAnanbHbIX aHoOManni [5].

B nccneposanum Calder [6], roe nsyuyeHo 56 Bckpbituin cnyyaes CI, mopdonorusa ywek
npepcepanii n Tonorpadua 6pPoHXoB ObiNM AUCKOPAAHTHbIMU B 16% cnydyaeB. Takxe
OblIV BbIABNEHbI HECKOJIbKO JPYIrMX OTKNOHEHWI OT OXKMAEMON KapTUHbI BUCLIepaNibHOM
1 cepaeyHon aHaTOMMK, HE3aBNCMMO OT KNlaccudrKaLumm Ha OCHOBE COCTOAHNA CeneseH-
K1 N1 yLlweK npeacepaunn.

B pab6ote Yim c coaBT. [7] 21,5% cnyyaeB JEMOHCTPMPOBANN HapyLLeHMe Kraccmye-
CKOW 3aKOHOMEePHOCTY NpaBonpeacepAHOro Uiy neBonpeacepaHoro n3oMepusma.

B Hawwmx HabnogeHuAax nNpy npaBonpencepgHoM U3oMepr3me BCTpeYanucb acnie-
HWA, NONNCMNEHUA U HOPMaribHOE pa3BUTME Cefle3eHKN, Npu neBonpeacepaHom Obina
[LMarHocTMpoBaHa acnneHusa. B aByx ciyyasax Obl1 AUarHOCTMPOBaAH HeonpeaeneHHbIN
N30MepK3M C NOANCINEHNEN N HOPMaSIbHbBIM ee Pa3BUTMEM.

JInTepatypHble AaHHble U Halwy HabnoAeHNA MOATBEPKAAIOT, UTO COCTOAHME Cene3eH-
KN He MOXKeT pa3fenunTb o6LLyto rpynny reTepoTakcuid Ha NPaBbl U NEBbIA N30MepPU3Mbl
N He UMeeT peLualoLlero 3HauyeHna B NpeHaTanbHOM 1 NaTOMOPPONOrMyecKkon amarHo-
cTrke. COCTOAHME cene3eHKM AOMKHO ObiTb OLIEHEHO Y BCeX XMBoOpoxaeHHbIx ¢ CI. Mpun
[AVArHOCTUKe BPOXAEHHOWN acnieHnmn CyLwecTBYeT NOXU3HEHHbIV PUCK FreHepann3oBaH-
Hoi uHdekumn. Korga cenTruemnsa pa3BMBaeTca y acrniaeHuyeckoro naumeHTa c BIIC,
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KNMHUYecKoe TeyeHne YacTto ObiBaeT MosiHMeHocHbIM [8]. Waldman ¢ coaBT. nokasanu
6ONbLLYI0 YaCTOTY MOJTHUEHOCHOW 1 daTanbHON CENTULIEMUM, BbI3BAHHOWN MHKAaNCynmpo-
BaHHbIMU GaKTEPUAMY, Y NALMEHTOB C acryieHnen No CpaBHEHNIO C COOTBETCTBYIOLLMMM
KOHTPONbHbIMY rpynnamm [2].

Buca ¢ coast. [9], npoBeas MeTaaHanu3 cnyvyaeB npeHaTtanbHon AguarHoctmku CI
(16 nccnegosaHnin, 647 nNnNogoB), OTMETUAN, YTO NPW NIeBONpPeACcepAHOM NU30Mepusme
BMNC Bctpeuanuch B 83,4% cnyyaes. Hanbonee yactbimu BIMC ABMANCH aTPUOBEHTPUKY-
napHaa kommyHuKkauma (ABK) (59,3%), o6CcTpyKLUA BbIXOAHOrO TpakTa MpPaBoro »eny-
pouKa (35,5%), AOMC m3 XK (21,2%) n TpaHcno3numa MarmctpanbHbix cocygos (11,0%
cny4yaes). AHOManMM CUCTEMHbIX BEH, Takne Kak nepepbis HINB n nepcuctnpyiowan nesan
BIB, BcTpeuanuch B 89,2% 1 28,5% cnyyaeB cOOTBETCTBEHHO. BoaAHKa nnofa pa3sunach
B 11,8% cnyuaes. [pepbiBaHrie 6epemMeHHOCTH 6bl10 BbIMOIHEHO B 24,8% cny4yaes, U3 HUX
6,7% nnofos nornbnu BHyTpUyTpo6bHo. bonblmnHcTBo Nnogos (60,7%) poanANCH M1BbI-
MU, B TO BPeMA Kak HeoHaTasibHaa 1 6onee No3gHAA CMepTHOCTb BCTpeyvanucb y 11,1%
N 6,2% XNBOPOXAEHHbIX COOTBETCTBEHHO. XMPYprnyeckoe BMeLIaTenbCTBO MO NOBOAY
BMNC nposepneHo 73,4% peteit. [1ByxxKenyaoukoBas KoppeKkuuma bbina BbinonHeHa B 78,2%
C/lyyaeB, OJHOXEeNYLOUKOBasA KOpPPEeKUMA AN nannvatnBHas nomoLlb noTpeboBanvcb
17,0% peteir. B uenom cMepTHOCTb BO BpeMs 1y nocie onepawmm coctasmna 26,8% npwm
nesonpegcepgHom nsomepusme [8].

Mpu npasonpegcepaHom n3omepusme BIC BcTpevanucs B 97,8% cnyyaes. Hanbo-
nee yactble 13 HUX — ABK (72,9%), o6CcTpyKUMA BbIXOAHOIO TpaKTa NpaBoro »enyfouka
(67,4%), AOMC n3 MK (40,1%). AHOManNMM CUCTEMHbIX BEH: TOTaJIbHbI aHOMaNbHbIN Ape-
HaX neroyHblx BeH (41,9%), nepcuctumpytowwan nesas BB (41,8%), nepepbis HIMB (4,9%).
BogAHka nnoga passunach B 4% cnyyaes. [pepbiBaHne 6epemMeHHOCTH 6blio BbiMoHe-
HO B 33,5% cnyuaes, 13 HUX 4,3% NnofoB Noruéan BHyTpUyTpobHo. Cpean POAUBLLUNX-
CA XUBbIMW HEOHaTasbHaA UMM NOCTHaTallbHaA CMEPTHOCTb OTMeuYeHbl B 17,6% n 14,7%
Cny4yaeB COOTBETCTBEHHO. XMpyprnyeckoe BmeluaTtesnbcTso no nosogy BINC BbinonHeHo
y 70,1% peteiri. OfHOXenyaoukoBaa Koppekuua notpeboBanacb GONbLUMHCTBY AeTei
(92,6%). B uenom, cmepTHOCTb BO BpeMsA Uin nocse onepaumm coctasmna 27,8% npwu npa-
BonpegcepaHom nsomepusme [8].

Mcxopa m3 BoiwensnoxeHHoro, BMNC npu nesonpepcepaHom nsomepusme u BINC npn
npasonpeacepaHoOM N30Mepr3Me He MEKT NPUHLMANANbHbIX OTINUYUA.

B pocTynHbIX Ham nuTepaTypPHbIX UCTOYHMKAX Mbl HE HALIAW ONUCAHUA ClyYaes Aua-
rHoctuku CI'y nnopoB B nepBom TpumecTpe bepemeHHOCTU. B Halwem eguMHCTBEHHOM
HabniogeHn neBonpeacepAHOro U3oMepusmMa y ninoja B NepBoM TpUMecTpe OTMeUYeHOo
yBenuyeHue TBIN go 3 MoM, gmnarHoctuposaH cnoxHbin BIMC: JOMC u3 XK ¢ koapkKTa-
uunen ayrm n nepeluerika aoptbl. B cnyyasax ¢ npasonpeacepaHbIM U30MEPU3MOM BCTPe-
Yanncb eANHCTBEHHDIN Xenygouek cephua ¢ TPaHCNo3nLumnen MarmcTpanbHbIX COCYA0B U
aTpesueit neroyHoro cteona, AOMC u3 XK co cteHo30M NneroyHoro cteona. O6beanHAeT
3TV NOPOKU ceppua nx GYHKLNOHANbHO efMHCTBEHHbIN XeflydoueK, KoTopblii paboTaeTt
Ha [iBa Kpyra KpoBooOpalleHns, OCyLecTBAAA LMPKYNALMIO KPOBY NapannenbHo, a He
nocnegoBaTesnbHO.

Bo3HuKaeT BONpoC: akTyanbHa N1 cylwecTBytowana knaccndurkaumsa Cl, Hy»HO N1 BO06-
e BblaenATb n3omepusm npu Cr?

BapurabenbHocTb CI, BEpOATHO, OTPaXKaeT CNOXKHOCTb OMONOrnmn pasBuTHA naTepanu-
3aLMm, KOTopasa Ha CEroAHALIHUN AeHb A0 KOHLA He n3yyeHa. B 3ToT npouecc BoBneyeHo
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60nbLLOe KONMYECTBO FeHOB U perynaTopHbix nyTen. MyTaumy reHoB B 10601 TOUKe Ny Tun
MOTYT BbI3BaTb onpeaesneHHyo GeHOTUNNYECKY0 KapTUHY.

Sida Liu ¢ coaBT. [10] npoBenu cekBeHNpoBaHue 37 reHOB-KaHANAATOB, CBA3AHHbIX C
nepBMYHON LunmapHon aucoyHkumen, y 42 naymentos ¢ BIMC n CI. bbinn gruarHoctupo-
BaHbl 34 naToreHHble reTepo3nroTHble MyTaumm B 11 13 Hux, Bknoyaa ARMC4, CCDC40,
CCDC65, DHAH8, DNAAF2, DNAH11, DNAHS5, DNAHS8, DRC1, HYDIN 1 SPAG1. Camas BbicO-
Kaa yacToTa MyTauum yctaHosneHa B reHe DNAH11 (16,7%; 14 n3 84 annenen).

Sheng Chih Jin c coaBr. [11] cekBeHUpoBanu 3k3ombl 272 naumeHTos ¢ CI' 1 nx pogu-
Tenew. bbinn BbIABNEHbI reTepo3MroTHble MyTaLuK B 8 reHax, OnrcaHHbIX paHee Kak npu-
YyacTHble K fepektam natepanmsaumm (ARMC4, BBS10, DAW1, DNAAF1, DNAH5, DYNC2H1,
GDF1, PKD1L1), n B 5 reHax, KOoTopble paHee He CBA3bIBaIN C NPOLLECCOM NlaTepanusanum
(ATIC, COL1A1, COL5A2, DGCR2, MYH6).

B 3AK/TKOYEHNE

Cl 0bnapaloT reHeTUYeCcKoW reTeporeHHOCTbO 1 KIMHUYECKON BapuabesibHOCTbIo.
Oco3HaHwe 3TOro JO/MKHO CNYXKWUTb HaNOMUHAHVEM CMELMUANNCTY O TOM, UTO CYLLECTBYHO-
Lvie 3aKOHOMEPHOCTU — 3TO He NpaBwa. Hala 3agada 3akoyaeTca B TOYHOM ONUCaHNN
CJTOXKHbIX MOPOKOB CEPALLA U BCEX SKCTPaKapAManbHbIX aHOMa, B TOM Y1Cie y MoJoB
B NEPBOM TPUMECTPE, U HeOOX0AMMOCTY 3abopa MaTepuana ana LHK-anarHocTnky, uto-
6bl BHECTM BK/AA B MOUCK OTBETCTBEHHbIX 3a CI reHoB.
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