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CVHAPOM reTepoTakCu, Kak NpaBuio, CONPOBOXKAAETCA BPOXKAEHHbIMY MOPOKaMU CepALia, KOTopble MPenmyLieCTBEHHO ONpeaensioT
TAXECTb COCTOAHUA NaLMeHTa 1 BbICOKYIO JIeTallbHOCTb, fJoxoAdAllyto Ao 80% Ha nepBom rofy XusHu. B page ciyyaes reteportakcuns
00ycnoBneHa XpOMOCOMHOW 1 FeHHON MaToNorvel, KoTopas akTMBHO U3yyaeTca nocsiefHne f4ecaTkn net. o faHHbIM nuTepaTtypsl,
BCTPEYaeMOCTb NaToreHHbIX Bapuauni yicna konuii (pCNVs) npur sTon aHomanum oueHunsaeTca B 15-20%, @ MOHOTeHHbIX BapaHTOB —
10-20%. Lienbto faHHOro nccefoBaHnA ABNAETCA aHann3 paboT nocnegHux 10 neT, rae npefcTaBieHbl pesynbTaThl FeHeTUYeCKUX
NCCNeAoBaHU NaUMeHTOB C HapyLIEHVAMM flaTepanbHOCTU, U CYMMVPOBaHVEe Ha4eHHbIX HaXO[OK ANA BblABNEHUA Hanbonee
nepcrneKkTVBHbIX METOLOB AMArHOCTUKM. Bbifl MpoBeAeH 31eKTPOHHBIN nonck no 6aszam gaHHbix PubMed u E-library pa6or, rge
NPUMEHANNCL KapuoTtunuposaHue, onpeaeneHne CNV 1 cekBeHnpoBaHme sk3oma. CymmapHo 13 1357 naumeHToB C reTepoTakcunei,
06cneoBaHHbIX Pa3NUYHbIMK MeToAamy B 0603peBaeMbix paboTax, mpearnonaraemas reHeTryeckas npryriHa onpeaeneHa 'y 278
yenosek, 4to coctaBuno 20,5%. KaprotunuposaHue 56 NaumneHTOB He BbIABMIIO CilyyaeB aHeynnovanu. NMovck pCNV nposoanncay 154
yenoBek, MPerMyLLeCTBEHHO METOJOM XPOMOCOMHOrO MUKPOMATPUUYHOro aHanm3a (XMA), UTo NprBeno K BbIABIEHNIO aHeYNIonamnn
y 4,5% 06cnefoBaHHbIX U MUKPOCTPYKTYPHbIX NMaTONOMMUYecKrx nepectpoek y 6,5%. CekBeHUpoBaHve 3K30ma nprumeHanocb y 1147
MaLueHTOB C reTepoTakcmen, 1 B 22,8% ciyyaes Obinv onpeaeneHbl NAaTOreHHbIE UM BEPOATHO MaToreHHble reHeTnYecKne BapraHTbl.
Bornee npegnoutuTenbHbLIM METOAOM AMArHOCTHKU ABnAeTcA XMA, B ¢BA3M € 6onee TAKENON KNMHUKOW reTepoTakCMyeckoro CHAPOMA,
coyeTaroLlerocs ¢ MUKPOCTPYKTYPHbIMM XPOMOCOMHbIMU NOBPEXKAEHUAMM, 1 BO3SMOXHOCTbIO €ro NprYMeHeHUA Ha NpeHaTaibHOM
sTane. CeKBeHNpPOBaHMe 3K30Ma PEKOMEHA0BaHO B KaueCTBe BTOPOro 3Tana AJ1A 3aK/loUeHNA O PUCKe MOBTOPEHNA reTepoTakcmm npu
fanbHenwem AeTOPOXAEeHUN
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Heterotaxy syndrome is usually accompanied by congenital heart defects, which predominantly determine the severity of the patient’s
condition and the high mortality rate, reaching up to 80% in the first year of life. In some cases, heterotaxy is caused by chromosomal and
genetic abnormalities, which have been actively studied in recent decades. According to literature data, the prevalence of pathogenic
copy number variations (pCNVs) in this anomaly is estimated at 15-20%, while monogenic variants account for 10-20%. The aim of this
study is to analyze the work of the past 10 years, which includes the results of genetic studies on patients with laterality disorders, and
to summarize the findings to identify the most promising diagnostic methods. An electronic search was conducted using the PubMed
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and E-library databases, where techniques such as karyotyping, CNV determination, and exon sequencing were applied. In total, out
of 1357 patients with heterotaxy who were examined by various methods in the reviewed studies, a suspected genetic cause was
identified in 278 individuals, accounting for 20.5%. Karyotyping among 56 patients did not reveal any cases of aneuploidy. The search
for pCNVs was conducted on 154 individuals, predominantly using array comparative genomic hybridization (aCGH), which resulted
in the detection of aneuploidies in 4.5% of the subjects and pathogenic microstructural chromosomal rearrangements in 6.5%. Exome
sequencing was performed on 1147 patients with heterotaxy, and pathogenic or likely pathogenic genetic variants were identified in
22.8% of cases. aCGH is considered a preferred diagnostic method due to the more severe clinical presentation of heterotaxy syndrome,
which is often associated with microstructural chromosomal abnormalities, and its potential application in the prenatal stage. Exome

sequencing is recommended as a second step for assessing the risk of heterotaxy recurrence in future pregnancies
Keywords: heterotaxy, isomerism, CHD, karyotype, CMA, chromosomal microarray analysis, sequencing.
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BeBepgeHune

WHAPOM TeTepOTaKCUU WU situs ambiguous — 3T0
BPOXIEHHOE 3a00JIeBaHKe, XapaKTepU3YIOIIeecs TO-
pakoabIOMUHAIBLHBIMIA aHOMAJIUSIMU BCJIEICTBUE
HapylLIeHMsI JIaTepai3alii BHyTPEHHUX OPraHOB, YTO IIPO-
SIBJISIETCSI UX TYyOJIMPOBAHUEM Ha OMHOU CTOPOHE U OTCYT-
CTBMEM Ha Jipyroii. YacToTa BCTpe4aeMOCTH TeTepOTaKCUK
B TIOITYJISILIUM TIO CETOIHSIIITHUM JTaHHBIM HEKOTOPBIX aBTO-
poB Bapbupyet oT 1:5000 go 1:10000 X1BOPOXIECHHBIX /1€~
Teit mim 1% oT 00111eTo YKClia BpOXKISHHBIX TIOPOKOB CepII-
a (BIIC) [1-4]. B npyrux padotax mpuBOAUTCS] pacipo-
ctpaneHHOCTh 0T 1:6000 mo 1:20000 [5]. I'eTepoTakcHueCKuMiA
CUHIPOM JIEMOHCTPYPYET HIMPOKYIO BApMaOeIbHOCTh B Ha-
PYLIEHWU CTPOCHUSI OPraHOB, KOJUYECTBE MOPaXKeHHBIX
3JIEeMEHTOB U, COOTBETCTBEHHO, B KIIMHUYECKOI KapTUHE,
YTO MOXET 3aTPYIHSTH ITOCTAHOBKY AvarHo3sa [1, 6].
B ocHOBHOM, TeTepOoTaKCHIO TTOAPA3ILISIIOT Ha 2 TH-
a, OPMEHTUPYSICh Ha CTPOEHHUE YIIIeK MPeACepArii: JTeBO-
MPEeACePIHYI0 M30MEPHUIO, CBSI3aHHYIO C YABOSHUEM Op-
TraHOB M WX YacTeld, pacroiaraloimuxcs cjieBa, v mpaBo-
MpeacepaHyo u3omepuio (cuHapom MiBemapka), kotopast
XapaKTepu3yeTcsl yIBOCHUEM CTPYKTYP MPaBOii OJIOBUHBI
tena [1,5-7]. BodaMoxHO pa3aeneHue BapuaHTOB IreTepo-
TaKCUU, OPUEHTUPYSICh Ha CeJIe3eHKY, Ha acIUIEHUYECKUI
CUHIPOM (TpaBasi U30MepHsl) U MOJUCIIICHUISCKUI CUH-
IpoM (JieBast uzomepusi). OaHako Takast Kjiaccupukarus
He BCeria IPUMEeHNMa, TaK KaK B OTACJbHBIX CIyYasix ce-
Jie3eHKa MOXET ObITh HOPpMaJIbHBIX pa3MepOB, HO PacIio-
JlaraTbCsl B TIPaBOM KBaJpaHTe OPIOIIHOM MOJOCTH WU
OBITH BOBCE HEM3MEHEHHOI [1, 5, 6].
J1J1s1 IeBOii MU30MEPUU XapaKTePHO COYETaHUE C TIOPO-
KaMU cepala 1 aHoMaussMu cocynoB (10 90% ciydaes),
Jalie BCEro 3TO MepepbiB HUXKHEI MOJION BEHbBI, 00CTPYK-

1S BBIXOTHOTO TPaKTa IIPaBoOTO XKeIyIoUuKa, TPaHCIIO3HU-
1Ms1 MAarUCTPaJIbHBIX COCYAOB, aTPUOBEHTPUKYISIPHBII
KaHaJjl, HepeaKO oTMevyaeTcsl OpaauKapaus WKW NoaHas
6yokaga cepaua. Jpyrvue maTOorHOMOHUYHbBIE U3MEHEHUS
3aKJIIOYAIOTCS B HEOIIPEIeIEHHOM PACITOIOKCHIH KTy -
Ka, CoOUeTaroueMcs ¢ aTpe3ueit MUIIeBoaa WY IBEHAA1Ia-
TUIIEPCTHOW KUIIKW, HAJTMYUU ABYIOJIEBBIX JIETKUX, TTO-
JIMCIUICHUH, IIEHTPAJIbHOTO MOJIOKEHUS TIeYeHH, Hepe-
KO OTCYTCTBHE KeT4HOTro my3bips [1,6, 7].

[1pu mpaBoii M30MepUM YaCTOTA COYETAHUS C TIOPO-
kamu cepatia nocturaet 100%, v OHM, Kak MpaBuiio, 60-
Jiee KpUTHUYCCKHE: eIMHCTBEHHBIN XeIymoueK 1 ooIIee
npeacepane, morHas popMa aTpUOBEHTPUKYIISIPHOTO Ka-
HaJja, aTpe3usI WJIM CTEHO3 JISTOUHOM apTepHuu, IBOITHOE
OTXOXIEHNE MaTUCTPAIbHBIX COCYI0OB OT IIPABOTO XKEITy-
I0YKa, TOTAJTbHBIN aHOMAJIBHBIA APeHAaX JIETOYHBIX BCH,
a TaKKe HapyIICHUST PUTMA T10 TUITY CYIIPaBEHTPUKYIISIP-
HOI TaxuKapauu. B ¢BS3M ¢ 3TUM JIeTaJbHOCTD IIPU TIpa-
BOI1 n30Mepuu Bhiile U gocturaet 80% Ha IepBOM roay
xku3HU. CO CTOPOHBI BUCIIEPATbHBIX M TOPAKAJIbHBIX Op-
TaHOB OTMEYAIOTCS aCTUICHUS, TPEXIOJIeBhIC JIETKNE, YBe-
JIMYeHUE pa3MepOoB IIEUeHH, HEOTIPeAeICHHOE PACIIOIO-
XeHue xkenynka [1, 6, 7].

Ha ceromasmrauii 1eHp yIbTpa3ByKoOBask TUATHO-
CTHKA TeTePOTAKCUICCKOTO CHMHAPOMA BO3MOXKHA yXKe
B KOHIIE IIEPBOro TpHUMecTpa OEpeMEeHHOCTH, OIHa-
KO CpPeIHHMU CPOK TMAaTHOCTUKH IIPUXOAUTCS Ha BTO-
poit TpuMecTp [1]. DTO maeT BO3MOXHOCTD ITPOBECTHU
TeHeTUIeCKOe TECTUPOBAHNE U OIIPEACIUTD IIPOTHO3
¥ JaJbHEHITYI0 TaKTUKY. bynyime ponurenn omacaior-
csI, 9YTO IIPU HAIWYMU OCOOCHHOCTE! aHATOMMHU ILIOIA
B JajibHellleM y pebeHka OynyT He TOJbKO MPOOIeMbl
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CO 3I0POBbEM, KOTOPBIE TPEOYIOT OIEPaTUBHOIO Jieye-
HUSI U MOTYT CYIIIECTBEHHO COKpPAIATh IMPOIOJIKUTEIb-
HOCTb KM3HU, HO U 3allep>KKa YMCTBEHHOTO M IICUXO0JI0-
TUYECKOro pa3BuTus [8].

ITporHo3 1mjist XXKM3HU U 310POBbsSl U HAJIUYUE COITYT-
CTBYIOIIMX aHOMAJIUI CYIIIECTBEHHO 3aBUCST OT IPUYMHbI
HapylLIeHMs JaTepaiu3aluy opraHos. M3BecTHO, YTO CUH-
JIPOM I'eTepOTaKCUHM B PsiZie CIIydaeB OOYCIOBIICH TeHETHYE-
CKUMU (haKTOpaMu, IiepeueHb KOTOPHIX B TIOCJIEIHEE Bpe-
Ms1 aKTUBHO usydaetcs [2,4]. [Ipeanonaraercs, 4To UHO-
I7la FeTepOTaKCUsI MOXET ObITh CHUMIITOMOM KaK T'€HHOIA,
TaK ¥ XpOMOCOMHO# naTojiorun. TakxKe mpenroiaracTcst
pPOJIb 3K30T€HHBIX (haKTOPOB, CPEIU KOTOPHIX CaxapHbIii
nuaber 1 TMMa y Matepu, TepaToreHHOe BO3IeHCTBUE pe-
TUHOEBO KUCIOThI U KOKauHa [9].

Ienb uccaenoBanua: Ha ocHoBaHMM aHanIM3a Hay4-
HOIi JIUTEpaTyphl BHISBUTH HalboJiee BEPOSITHBIC TEHETH -
YecKre BapuaHThl, aCCOLIMUPOBAHHbBIE C reTepoTakCcuye-
CKUM CHHIPOMOM JIJISI pellieHHsI BOIIpOca O 1ieecoodpas-
HOCTH ITPEHATaJIbHOTO TeHETMYECKOT0 TECTUPOBAHUS TEMU
WA UHBIMUA METOIaMU

MeToabi

buin poBeneH mouck mo 6a3aM gaHHBIX PubMed
u E-library mo KI104eBBIM CI0BaM «T'€TePOTAKCHsI» (aHTIL.
«heterotaxy»). [IpeuMyIIeCTBEHHO OTOMpPAINCh PAOOTHI,
B KOTOPBIX IIPOBOAIINCH Pa3IMIHbIC BAPUAHTHI TCHETHYIC-
CKUX MCCJIeTOBaHUN (KapMOTUIIMPOBAaHNE, aHAIN3 Bapua-

CTpyETYpHEI® AHOMAAHH XPOMOCOM

Medical genetics 2024.Vol. 23. Issue 2

uuu yncia konuiit IHK (CNV) paznuuHbIMU METOIAMU,
a TaKKe CeKBEHMpPOBaHUE 3K30Ma U reHoma). Kpurepun
ITOMCKa ¥ 0TO0pa ObUIM OTPAaHUYECHBI TTOCICTHUM IECATH-
netuem (2013-2023 rr.)

PesynbraTtbl

CxeMaTUIHO BO3MOXKHBIE TCHETUIECKIE TTPUIMHEI Te-
TEPOTAKCUICCKOTO CHHAPOMA TIpeACTaBICHBI HAa PUCYHKE.

M3BecTHO, UTO MpU MHBA3UBHOM TMIpeHaTaJbHOM 11a-
THOCTHKE YaIlle BCETO IMPOBOINTCS aHAIN3 KapHOTHIIA TIJI0-
na. JIJist ompeaeieHHOTO TIepeYHs aHEYTUIOMINI XapaKTep-
Bl BIIC 1 npyrux BHyTpeHHHX OPTaHOB, KOTOPBIC MHO-
r71a COOTBETCTBYIOT KPUTEPUSIM TE€TEPOTAKCUM, UTO MOXKET
CBHIIETECIHCTBOBATH O POJIN YMCIOBBIX XPOMOCOMHBIX aHO-
manmit (XA) B HapymeHuu jJatepanmsanun [10].

[IpeHarasbHOE IMTOTCHETUIECKOE MCCICIOBAHUE TIIO-
J1a TIpY TeTEPOTAKCUY OBIJIO OIKICAHO B § paboTax, OHO ObI-
JIO TPOBEIEHO B OOIIEH CII0XKHOCTH 56 maneHTam. B naH-
HOI1 TpyIIie He OBLJIO 0OHAPYKEHO MTaTOreHHBIX aHEYTLIO-
nnni [1,6,11-16].

MeTtaHanu3 pe3yIpTaToB APYTUX aBTOPOB, BKITIOYAIOIITII
647 w1040B, IPOAEMOHCTPUPOBAJ COUYETAHNE AHOMAILHOTO
KapHOTHIIA C IIPAaBOIPEICepaHOI n3oMepueii B 4% cityyaeB
u ¢ ieBonpeacepaHoi — B 3%. OqHako HailIeHHBIE LIUTOTe-
HETUYEeCKHe HAaXOIKU He ObUIM oInucaHsl [17].

B Hacros1ee BpeMst pu MpeHaTaIbHOM TUarHOCTUKE
BCE Yallle MPUMEHSIETCS XPOMOCOMHBIN MUKPOMATPHYHBINA
aHanu3 (XMA), KOTOpPBIii O3BOJISICT ONIPEACIUTD HE TOJb-

Hanpamep: 22gl11.2del, 1p36.33p36.32del,
7p22.3dup, 11qg24.2q25del u dp.

TemeTHYEeCKHE
OpPHIHHBI
reTepoTaKCHH

MRPL44, NEK3 u dp.

Hanpamep: GDF1, CCDC39, CELSRI1,

Memod uccnedoeanusn: NGS

PucyHok. [eHeTnuyeckrie NpuymrHbl retepoTakcmm
Figure. Genetic causes of heterotaxy
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KO aHeYIJIOUINU XPOMOCOM, HO U BbIsiBisieT CNV cyomu-
KpocKkomnuyeckoro pasmepa [18,19]. BToT MeTon ucnoJib-
30BaJICSI [UISl BBISIBIICHUST TEHETUYECKON 3TUOJIOTMU TeTe-
potakcuu B 4 pabotax ¢ yyactuem 154 nauueHTos [1, 2, 8,
15]. Bcero npu rerepoTakcuu ObLIO BBISIBIEHO 7 Cay4yaeB
aHeyruiouauu (1 rpucomus 21, 4 tpucomuu 18 u 2 MOHO-
coMnu X), 4To cocTaBuiio 4,5% oT BceX 00CIeTOBaHHBIX
B 9TOI1 Koropte [2 ,8]. B paccmaTpuBaeMbIX UccaeaoBa-
HUSIX aBTOPHI Takske coodaioT o 10 (6,5%) citydasx BbI-
saBiaeHnst CNV, KoTopble MPeAnookeHbl Kak Kay3aTHB-
Hble 1J1s rerepotakcu [1,2]. B aToM crivcke ObLIM yKa3a-
HBI BapraHThl 22q11.2del, 1p36.33p36.32del, 7p22.3dup,
11g24.2q25del, 199q24.2q24.3dup, 119q23.3g25del,
19q13.43dup, 15926.2q26.3del, 4p16.3pl16.24del,
12q13.3q14.1dup, 7ql11.23del [1,2,8]. A1 GoabIIMHCTBA
13 BhIile repeunciieHHbIx CNV xapakTepHbl MHOXKECTBEH-
HbIE TIOPOKH U MUKPOAHOMAJIUK Pa3BUTHSI, pa3IndHast
CTETIeHb 3a/IEPXKKHU YMCTBEHHOTO ¥ (DU3MYECKOTO pa3BHU-
TSI, IPY HEKOTOPHIX OMUCAHBI SIMWJICTICUS U PACCTPOii-
CTBa ayTUCTUYEeCKOro crekTpa [https://www.decipherge-
nomics.org/]. B psize npyrux HayuHbIX pabOT TPUBOASITCS
JAaHHBIE O PACIIPOCTPAHEHHOCTH ITaTOIeHHBIX U BEPOSIT-
Ho mmatoreHHBIX CNV 1iput retepoTtakcuu B 15-20% [3, 10].

B nocnennue 10 net cekBeHUpoBaHue 3k3oma (CD)
0Ka3aJIoCh CaMbIM BOCTPEOOBaHHBIM METOJIOM [IJIsI OTIpe-
JIeJIEHVS IPUYMHBI TeTePOTaKCHU IIJI0Ia, BEPOSITHO, U3-3a

Medical genetics 2024.Vol. 23. Issue 2

TOT0, YTO MPU UCTOIb30BaHNU XMA 'y 00IbI110# 10U T10-
JIOB MOJICKYJISIDHBII KapUOTUII TJIOAA OKAa3bIBaJICS B HOP-
MalibHbIM. Beero B 35 paboTtax, BKJIIOUEHHBIX B JaHHBII 00-
30p, ¢ ucnojab3oBaHueM C3 ObL1o obcnenoBaHo 1147 na-
LIMEHTOB ¢ TeTepoTakcueit. ¥ 261 uemosek (22,8%) 6bun
onpe/e/IeHbl TaTOTeHHbIE WJIM BEPOSITHO MaTOIeHHBIE I'e-
HeTWYeCKUe BapuaHTHI [2, 8, 9, 13, 15, 16, 20-49]. B nu-
TepaType YTBEPXKAaeTcsl, YTO U3BECTHHIE HAa TaHHBI MO-
MEHT TeHbl, ooycnasiuBaioT 10-20% criopagryecKux ciy-
yaeB retepoTtakcuu |2, 24].

Yaiiie BCero mpu reTepoTakCUM BhISIBISUTMCH TTATOTeH-
HbIe BapMaHThI B Te€HAX, aCCOLIMMPOBAHHBIX C TIEPBUYHOM
LHuIdapHoi auckuHesuei [2, 8, 9, 15, 20-30, 32, 34, 35,
37, 39, 41, 43]. D10 00BSICHSIETCSI TEM, UTO MPaBUILHOE
(byHKIIMOHUPOBaHUE PECHUYEK HEOOXOAMO BO BHYTPUY-
TPOOHOM Pa3BUTUM ISl CO3MAHMSI IEBOCTOPOHHETO MOTO-
Ka 3KCTPadMOPUOHATbHOM XUIKOCTU, MOBBILIEHMS KOH-
LIEHTPALIMK KaJIbIIYs B JIEBBIX 2JIEMEHTapHbBIX (hHOpUILIax
M aKTUBAIlMH T€HOB, 00ECIIEYMBAIOIINX ACCUMMETPUYHOE
passutue [4, 20, 21, 23, 36]. 'eTepoTakcusi, acCOLUUPO-
BaHHasl C MEPBUYHON IUIMAPHON TUCKUHE3UEH, COITPOBO-
JKJIAeTCsl MOBBIIIEHHBIM PUCKOM PECITPATOPHBIX CUMIITO-
MOB, PELIMIUBUPYIOLIETO OTUTA, HApYIIeHUEM (GepTHILHO-
CTH Y MYXXYMH ¥ BHEMATOUYHOI OEpPEMEHHOCTBIO Y SKSHIIIMH
[2,4,20,26,28,30,31]. I'eHBI 3TOI TPYIIIILI C YKA3aHUEM TH -
1a HacJIeMOBaHMs TepevrclieHbl B Ta0I. 1.

Ta6nuua 1. [eHbl, accoLMMpPOBaHHbIE C NEPBUYHON LUIMAPHON ANCKUHE3NEN

Table 1. Genes associated with primary ciliary dyskinesia

Ten /OMIM TH Ten /OMIM TH
CCDC39 /613807 AP ARMC4 (ODAD2) /615451 AP
CCDC40 /613808 AP CFAP74 /620197 AP
CCDCI03 /614479 AP CFAP298 /615500 AP
CCDC114 (ODADI) /615067 AP CFAP300 /618063 AP
CCDC151 (0DAD3) /616037 AP DNHDI /619712 AP
DNAII /244400 AP HYDIN /608647 AP
DNAH1 /617577 AP TTCI2 /618801 AP
DNAHS /608644 AP TTC25 /617092 AP
DNAHG /603336 AP FOXJ1/618699 Al
DNAHY /618300 AP LRRCG6 (DNAAFI11) /614935 AP
DNAHI11 /611884 AP DNAAF1 /613193 AP
DNAH17 /618643 AP RSPH1 /615481 AP
CFAP45 /619608 AP NODAL /270100 All
CFAPS3 (CCDC11) /614779 AP ACVR2B /613751 HI
MMP21 / 616749 AP

IIpumeyanue: TH — tumn HacienoBanusi, AP — ayTocoMHO# perieccuBHbI, AJl — ayTOCOMHO TOMMHaHTHBII, HJI — HeT naHHbIX
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IToMuMoO 3TOrO, MCCACTOBATEIM HEPEAKO BBISBIIS-
JIM TAaTOT€HHbIE BADUAHTHI B APYTUX reHaX, y4aCTBYIOLIUX
B JIaTepaM3allii, HO He CBSI3aHHBIX HAIIPSIMYIO C IIEpBUY-
HOW LIVJIMapHO# TucKuHesueii [2, 8, 13, 16, 21, 24, 37, 44,
45, 47, 48]. Dtu reHsl npeacrapieHbl B Tada. 2. [IporHos
1711 pebeHka oyneT 3aBuceTh oT TskecT BITC 1 Bo3aMoxk-
HOCTH OIEPaTUBHOM KOPPEKIINHM, a TAKXKE OT HAJTUIMSI CO-
MYTCTBYIOIIMX CUMIITOMOB.

B uccienoBaHusX onyrcaHbl, BEPOSITHO, OTBETCTBEH-
HBIE 3a FETEPOTAKCUIO MAaTOTeHHbIC BApUAHTHI B Ie¢HAX,
MU3BECTHBIX CBOMM YYaCTUEM B IPYrOf CUHIPOMaJIbHOM
MaToJIOTUU U BpOXIEHHBIX Topokax [2,20,24,37,38,42].
I'enHbl, accolMrpoBaHHbIE C HAPYILIEHUSIMU JIaTepaJIbHO-
CTU U APYTUMU U3BECTHBIMU CUHAPOMAMM, MIpeaCTaBIIe-
HBI B Ta0JI. 3.

B HekoTOpBIX CiTydasix HapyIIeHHe JaTepaTu3aii Mo-
JKET COMPOBOXAATHCS Pa3IMYHBIMU CKEJIETHBIMU ITOPOKa-
mu [20, 21, 28, 35, 45]. 'eHbl, UBMEHEHUST B KOTOPBIX MO-
T'YT BBISIBJISITHCS TIPU T€TEPOTAKCUU 1 IIPY 3TOM ITPUBOAMTD
K TIaTOJIOTUU CKeJIeTa, PeACTaBIeHbI B Ta0lI. 4.

HHTepecHo, 4TO IIPU IreTepoTaKCUIeCKOM CUHIPOME
OIMCaHbI ITATOTeHHbIC BAPUAHTHI B T€HAX, BIUSIOIIMX Ha
dyukumo mutoxonapwit [36]. IpenmnonaraeTcst, 4T0 M-
TOXOHIIpUaIbHasT TUCHYHKIIMSA B PEIKUX CIydastX MOXET
00yCIOBIMBATh Pa3BUTKE FE€TEPOTAKCUH 3a CUET Hapyllle-
HUSI IMJIMOTeHe3a KJIeToK. JlaHHas runoTe3a OblLia OCHO-
BaHa Ha CXOJCTBE HEKOTOPHIX JIEMEHTOB KJIMHUYECKOM
KapTUHBI IUJIMONATUI 1 MUTOXOHAPHUAJIBHBIX 0OJIE3HE,
a TakxkKe Ha CBSI3U MeXXy (PyHKIIMelh MUTOXOHIAPUIA U IJTU -

Ta6nuua 2. [eHbl, aCCOLMMPOBAHHbIE C perynsaumein natepanbHoCcTy

Table 2. Genes associated with the regulation of laterality

Medical genetics 2024.Vol. 23. Issue 2

HO1 IMMepBUYHBIX pecHUYEK [36]. ['eHbI 3TOM rpymITbl Mpe-
CTaBJICHBI B TA0JI1. 5.

B HekoTOphIX ciyyasix pu npeHaTanbHoM CH, TpoBo-
JIVIMOM TTpU HAJIMYUM T€TEPOTAKCUH Y TJIONA, BBISIBJSIOTCS
TeHETUYECKE BapUAHTHI, CBSI3b KOTOPBIX C KOHKPETHBIM
3200JIeBaHMEM HE YCTAaHOBJIEHA M KOTOPbIE TPAKTYIOTCS KaK
BapUaHThI C HEOMPeAeIeHHbIM KIMHUYECKUM 3HAYCHUEM,
HO MMEIOT Mpu3HaKu rnaroreHHoctu [20, 21, 24, 33, 37, 40].
B psine ciayvyaeB HesicCHO, N€MCTBUTENBLHO JIU 9TU BapyaH-
ThI aCCOLMMPOBAHbI C Te€TEPOTAKCUE WU SIBJISIIOTCS «CJTy-
yaliHOI HAaXOIKOI». DTU BapuaHThl TPEOYIOT JabHENIero
MU3Y4YEHMSI TSI TOTO, YTOOBI UMETh BO3MOXHOCTh JaTh 00-
Jiee TOYHBIN MPOrHO3 IS MaleHTa, Yy KOTOPOTO OHU BbI-
SIBJISTIOTCSI. MBI OOBEIMHMIIA 3TU TE€HBI B Ta0JI. 6.

3ak/ouyeHne

Cymmapso u3 1357 manimeHToB ¢ reTepoTakcueit, 00-
CJICAOBAHHBIX PA3IMYHBIMU METOTAMH B 0003peBacMBIX
paboTax, mpearojaracMas reHeTUIecKast IIPUIMHA OTIpe-
neneHa y 278 yenosek, yto coctaBuio 20,5%.

IIpu rerepoTaKCMIECKOM CHHIPOME MOTYT IIPUCYT-
CTBOBAaTh KaK XA, TaK 1 TaTOTCHHBIC BAPUAHTHI B OTICITb-
HbIX TeHaX. HauMmeHee OGJaronpusiTHbIN IIPOrHo3 Oyaet
B clIyJae, eCJIM TeTepOoTaKCHs y IUIoIa acCOIMMpoBaHa
¢ XA. I1pu reTepoTaKCUM YMCIOBBIC aHOMATIUN XPOMOCOM
BCTPEYAIOTCS PEAKO, YaIlle BHISBIISIOTCS CYOMUKPOCKOIIH-
yeckue CNV, cienoBaTeIbHO, NCIIOIB30BaHUE CTaHAAPT-
HOTO aHaJIM3a KaprOTHIIA B JaHHOM cliydae OymeT He 3¢-

Ten / OMIM ACCOLMHMPOBaHHbIC TH Kounnka
3200J1eBaHMs
GDF1/613854 BIIC: All, AP | BpoxneHHbIe Mopoku cepatia: Terpana daio, npaBblii XXeayaoueK ¢ IBOMHBIM
208530 [paBomnpencepaHblii BBIXOJIOM, CTEHO3 JIETOYHBIX apTepuii. [IpaBonpencepaHblii ©30MEpU3M, acTUICHUSI.
M30MEpU3M
DAND5/609068 | BIIC, AP BIIC: nedekt MexckenynoukoBoii neperoponaku, Terpana Mano, nekctpokapausi,
[edeKTrl T1aTepaTbHOCTH aTpesust JIETKUX, JIeBOMPEeICepAHAas U30MepHsl, TPaBOTpeCepAHAsT U30MEPHsI,
JIBYyCTOPOHHMUIA MpaBblii GPOHX
SMAD2/619657 | BIIC c retepakcueii unu Al Hapymenus natepanuzanuu: BI1C (zekcTpokapnusi, CTEHO3 JIETOYHOI apTepuH,
6e3 Hee TPaBBIi KeTYI0YeK C TBOMHBIM BBIXOIOM, Ae(heKT MeKIpeaCepAHON
WM MEXKeJTYI0YKOBOI neperoponku), mopoku 2KKT (manbporanus
KUIIEYHUKA), TOPOKU JIETKUX, ACTUICHUST WY TONUCIIICHUS], CMHIAKTUIUS CTOTT
PKDIL1/ 617205 | I'eteporakcust AP HapyieHue naTepanusalnm JerkKux, Cepaua, XeayaKa
ZIC3/ 306955 leTeporakcus X-cu | EIMHCTBEHHBIH XKeslya04eK, aTpe3usi IETOUHOTO CTBOJIA, MOJUCIUIEHUS, aCTUIEHUS,
MUTpPATbHAsI aTPe3usl

IIpumveyanue: TH — tun HacienoBanusi, AP — ayTocoMHO# peliecCuBHBbIN, AJl — ayTOCOMHO JOMMHAHTHBIM, X-CIl — X-CUETJIeHHbII
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Ta6nuua 3. [eHbl, acCOLMMPOBAHHbIE C FTeTePOTAKCMEN 1 HAaC/IeACTBEHHBIMU CUHAPOMAMM

Table 3. Genes associated with heterotaxy and hereditary syndromes

T'en / OMIM AccolMnpoBaHHbIe 3a00J1eBaHUS TH Knunuka
LMBRDI MeTtuimanoHoBast allMIypust AP BuyTpuyTpoO6Hast 3aiepkKa 1iofa, MOTYT ObITh CTUTMbI TUCEMOpUOTEHe-
/277380 Y TOMOLIMCTUHYPUS 3a, BI1C, netaprusi, cynoporu, TMroTOHUst
KMT2D Cunapom Kabyku Al XapakTepHbIii TM1eBOI (DEHOTUII, 33epXKKa TICUXO-MOTOPHOTO Pa3BUTHS,
/147920 BIIC, anomanuu MIIC, XKKT, pacmiennHa ryosl 1 Heba, MTo3
¥ KOCOTJIa3ue, TUITONEHTHSI, IIOBBIIICHHAS! BOCTIPUAMYMBOCTD K MHGMEKII-
sIM, CYIOPOTH, TTOTEPsI CITyXa, SHIOKPUHOJIOTUICCKIE HAPYIIICHUS
STRAG6 MukpodTanbmus AP CoueTaHue JIeroyHoi ruroruiazuu, auacdpparmMaibHOM IpbIKH,
/601186 aHO(TAIbLMUU, CEPICUHBIX TTOPOKOB
FOXC1 Cunnpom AkceHdenbra-Purepa ALl T'unoriasus pamykHoit 060JI0UKM I71a3a, KatapaTka, riyxota, BIIC,
602482 aHOMaJIuu 3y0OB, 3a[epKKa MCUXO-MOTOPHOTO Pa3BUTHUSI, XapaKTEPHbIit
JIMLEBOI (heHOTHUTT
MYRF Kapano-yporeHuTalbHbIiA CUH- All CepeuyHble MOPOKHU, CTPYKTYPHbIE U3MEHEHMUS IbIXaTeJIbHBIX MTyTEH,
/618280 IIpOM neroyHast qucrasust, Mmanbpotauus KKT, mopoku ceneseHku, MOpoKu
MBC
CRB2 DoxaNbHO-CEeTMEHTAPHBII AP [MpenaranbHast BSHTPUKYJIOMETAJHSI, CYTOPOTH, KOPTUKOMETYJUISIPHBIE
/616220 TJIOMEPYJTIOCKIepO3-9 KucTHI Touek, BI1C, ctepous-pe3ncTeHTHBIN He(DPOTUIECKUIT CHHIPOM.
219730 BeHTpuKyaomeranus ¢ KUCTO3-
HOU 00JIe3HBIO TTOUEK
NKX2-5 KoHoTpyHKaIbHBIE TIOPOKU CEPJI- Al Bapuat6enbubie BITC: nedekT MexXmpencepaHoit Wi MeXKeTyT109KOBO
/217095 11a, BapruadeTbHbIe neperopoaku, Terpana Maio, rTMIonoiIasus JEeBbIX OTIEIOB CepaLa
FLNA CepeuHo-K1anaHHas IMCria3ust XCP OTKpBITHII apTepUaIbHBII POTOK, BYCTBOPYATHII a0pTaJIbHbBIN KJlalaH.
/314400 TerepoTomnus nepuBEeHTPUKY- XCI BOnutericus Ha poHe HOPMAJIBLHOTO MHTEJIIEKTa
300049 JISIpHast
PCNT MukpotiedanbHasi OCTEOAUCTLIA- AP Huskwuii poct, Mmukpouedanus, BIIC, xapakrepHblii 11eBoit eHoTH,
/210720 cTUYecKast epBUYHAas KapJIuKo- ckosno3, aedopMmarus 6enpa, uHcynanHopesucretHoctb U CI, XBIT,
BOCTb, TUIT 2 MMKPOZIEHTHSI, MOPaKeHHUEe COCYI0B: BACKYJIONATHUSI MOSIMOSI,
BHYTpHUYEPEITHbIE aHEBPU3MBI
BCOR CunapomanbHast MUKPOGDTaTb- XCa Mukpodranbmust uinn anodTansmust, BIIC: nedexT mexxnpeacepaHoi
/300166 MUt 2 Meperopoaku, JULEBbIe TUCMOPGUM, MHOKECTBEHHBIC YaCTUYHBIE
CUHIAKTWINY MAaJbLIEB, 3a1ePKKa MCUXO-MOTOPHOTO Pa3BUTHSI,
JTy4eI0OKTeBOY CUHOCTO3
NPHP4 Cenbep-JIokeH CMHIpOM AP [MurmeHTHBIN peTUHUT. HedpodTusuc: monnypus, MOTUIATICUS, XPOHU-
/606966 YeCcKUil TyOyJTOMHTEPCTULINATBHEIN He(DPUT, XpPOHUUECKAsT aHEMUSI, 3a-
nepxka pocta, BI1C, BaprabenbHbIe HEBPOJIOTUIECKUE HAPYIICHUST
NOTCHI Anamc-OnuBep CUHIPOM. Al BIIC, koapkTalust aOpThl, arjia3ust KOXXW TEMEHHOI YacTH TOJIOBHI, Jie-
/626028 JIBYCTBOPYATBIN a0PTATbHBII TOYHAsI U IOpTaJIbHAS TUTICPTeH3MSI, TUTIEPBACKYISIPU3AIINST KIETIaTKH,
109730 KJIanaH TEJIEaHTUBKTA3UN
SUPTI6H / HapyieHue HepBHO-TICUXUYE- ALl HapyieHue pa3BuTust HEpBHOI cUCTEMBI ¢ TUCMOpdUEit Tnlia U TOHKUM
619480 CKOTO pa3BUTUSI ¢ TUCMOphU- MO30JIMCTBIM TEJIOM
eil TuIa U TOHKUM MO30JIUCTHIM
TEJIOM.
CC2DIA HapyiieHue MHTe1eKTyallbHOTO AP YMCTBEHHas1 OTCTAJIOCTh
/608443 Pa3BUTHSI, QyTOCOMHO-PELIECCUB-
HbII TII 3.
KIF7 Cunnpom 2Kyo6epa AP BITP mo3xeuka 1 cTBOJIa TOJIOBHOTO MO3Ta, TUnpoLedans, TMTIOTOHUS,
/200990 AKpOKaJUI03aJIbHbII CUHIPOM 3a/lepKKa MCUX0-PEeYeBOro pa3BUTUS, MOJUIAKTUINS, pacllieHa Heoa,
MUKDPOTHATHSI

IIpumeuanne: TH — tun HacnenoBanusi, AP — aytocoMHOl petieccuBHBIN, A/l — ayrocomHo noMuHaHTHBIM, XCP — X-clierieHHbIi peleccuB-
Hblit, XCJ| — X-clLerieHHbI JOMUHAHTHBII
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Ta6nuua 4. [eHbl, acCOLMMPOBAHHbIE C FeTePOTaKCMEN 1 NaTONIOTMEN CKeneTa

Table 4. Genes associated with heterotaxy and skeletal pathology

I'en / OMIM 3aboseBaHue TH Kiunuka
CELSR1/619319 | JTumdarudeckas Al | JIumdenema, pacuieMHa MO3BOHOYHUKA
Manbopmanus
FGFR3/100800 | AxoHaporuia3usi AJl | CkenetHas AMCIUIa3Usl, HEMTPOMOPLIMOHAIbHAS HU3KOPOCIOCTh, OOCTPYKTUBHOE
146000 lunoxoHaporuiasust artHo?, PEIKO YMCTBEHHAsI OTCTATIOCTD W SIMUJIETICHUSI, OYeHb PEIKO
KapAMOpeCTMPaTOPHbIE HAPYILIEHWSI, YePHBII aKaHTO3
TRIP11/200600 | Axonmporenes tum 1B AP | KopoTKue KOHEYHOCTH, TUITIOIUIa3us IPYIHOM KJIETKU, OT€YHOCTb, OTCYTCTBUE
184260 OOHTOXOHIPOAUCILIA3US occuduKalmm Mo3BOHKOB.
GLI11/618123 [MonunakTuius nocrakcuaaibHas AP | IlocrakcuanbHasi WM peakcuaibHask MOJUAAKTUINS KUCTEN
174400 [MonunkaTuius npeakcuaabHas U CTOIT IBYCTOPOHHSISI WJIU OIHOCTOPOHHSIS
MEGFS8/604267 | Cunnpom Kapnenrtepa 2 AP | PaHHMIT KpaHMOCUHOCTO3, «OallICHHBII Yepern», OpaxuaakTUINsSI, HU3KUI POCT,
BIIC: nekcrpokapmus, situs inversus, mpeakcuaabHasi MOJUAAK TS
SHROOM3 HedexT HepBHOI TPYOKU Al | AHsHLEebhanus, MUEJTOMEHUHTOLEEe, TMCMOPGhU3M JInLa
/604570
RIPPLY2/609891 | COHIWIOKOCTAIBHBIN TU30CTO3 AP | Huskuii poct, CKOJIMO3, KOPOTKas 111esl, CpallleHUs IIEeHbBIX TO3BOHKOB, Situs
inversus totalis, BOpoHKOOOpa3Hasi rpyb
TTC21B/613820 | HebpoHodtus All, |HedpoHobTs: moanypusi, MOJIUIUTICUSI, XPOHUYECKUI TYOYTOMHTEPCTUIINATb-
KopotkopebepHasi rpymHast AP | vt HehpUT, XpOHUIECKAsI aHEMUSI, 3aIePKKa POCTA, HEBPOJIOTUUECKUE HAPY-
TACTUTA3US IIeHWSs, aHOMAJINY CKeJleTa, HapyIIeHUs JIaTepaTu3aliui, TIOBPeKIeHUe TIeUeHI
¢ Wwin 6e3 MONTUIaKTUINT KopoTtkopebepHasi rpyHast TUCTUIa3UsT, MOJUIAKTUINI

IIpumevyanne: TH — tTumn HacnenoBanusi, AP — ayrocomHoI1 perieccuBHbIi, Al — ayTOCOMHO TOMUHAHTHBII

Ta6nuua 5. leHbl, aCCOLMUPOBaHHbIE C MUTOXOHAPWANBbHOW AUCOYHKUMEN

Table 5. Genes associated with mitochondrial dysfunction

T'en / OMIM 3aboseBaHue TH Knunuka

MRPL44 KoMOMHMpOBaHHBII AeULIUT OKUCTUTEIbHOTO hoc- AP Tuneprpoduyeckast KapaAMOMUOIIATHSI, CTEATO3 TIEUEHHU, 3a-

/611849 dopuupoBaHus NIepKKa MCUX0-MOTOPHOIO pa3BUTUS, MUKpoLedas, ru-
MePTOHYC, CYIOpOru, nepudepruyeckasi HeiponaTust

MRPS25 KoMOMHUPOBaHHBIM Ae(ULIUT OKUCIUTETBLHOTO (DoC- AP l'uneprpoduueckast KapanoOMUONaTHs, CTeaTO3 MEeYeHH, 3a-

/619025 GopunupoBaHus JIepKKa MCUX0-MOTOPHOTO pa3BUTUS, MUKpoLiedas, Tu-
MePTOHYC, CYAOPOru, nepudepurueckast HeiiponaTtusi, peTu-
HOMAaTus

NDUFA1 Jeduut MUTOXOHAPUATHLHOTO KoMIutekca | XCP | 3amepxka ICHMXO-MOTOPHOTO Pa3BUTHSI, aKCHabHast TUTIO-

/301020 TOHUSI, HUCTarM, XOPe0aTeTo3, MOpakeHNe TOJJOBHOTO MO3-
Ta, SMUJIETICUST

C0oQ9 IMepBuuHbIil nedumut KosHzuma Q10 AP MplleyHasi ciaboCcTh, HApYLIEHUS CIyXa, 3aepKKa MCu-

/614654 XO-MOTOPHOTO Pa3BUTHSI, PETUHOTIATHSI

TAZ Cunapom bapta XCP | Kaparomuornatusi, 3aaepXKa pocta, HEHTPOIIEHUSI, CKeJIeT-

/302060 Hasl MUOTIaTUSI, HEUTPOTIEHUS

MTRR [edexTbl HepBHOI TPYOKH, UyBCTBUTEIBHOCTD K (hO- AP Merano61acTHasi aHeMUsl, 3aepXKKa IICUX0-MOTOPHOTO pa3-

/601634 JINEBOM KUCIIOTE. BUTUSI, TUTIEPTOMOLIMCTEMHEMUS Y TUTTOMETUOHUHEMUSI, Te-

236270 ToMouucTUHYpUsI-MeranooacTHas aHeMUs TUTIA MOJIUTUKO-YPEMUYECKUIT CHHAPOM, KapAMOMMOIATHSI, TH-

cbl E TIOTOHUSI, CYI0POTH

MPVI7 bonesns Lllapko-Mapu-TyTta, akcoHanbHast popma, AP [TopaxeHue neyeH U roJI0BHOTO MO3Ta, JIelKoaHLedano-

/618400 tun 2EE MaTtuvsi, CEHCOpHasi U MOTOPHAsl HEBPOIIATHsI, 3aMeUIEHUE

256810 CunapoMm uctonieHuss Mutoxonapuanbaoi JIHK 6 pocTa, aHeCTe3usl POTOBUIIbI, TOTEPSI 3PEHUSI, PELIUAUBUDPY-

(remarolepeOpaibHbIi THIT) JOLLMIT META0OJIMYECKUIA allI03
NFUI CHUHIPOM MHOXECTBEHHON MUTOXOHIPUATLHOU TUC- AP 3anmepxkKa pocTa, JIeTOuHasi THTIEPTeH3UsI, perpecc Mpruoodpe-
/605711 byHKIMMI TEHHBIX HAaBBIKOB

IIpumeyanue: TH — Tun HacnenoBanus, AP — ayrocoMHoI petieccuBHbIi, AJl — ayTocOMHO TOMUHaHTHbIN, XCP — X-cuerieHHbli peliecCUBHBbII
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Tabnuua 6. BapraHTbl C HeonpeaeneHHbIM KNVHUYECKUM 3HaUYeHUEM, BbiABSIAEMble NP reTepoTakcmm

Table 6. Variants of uncertain clinical significance identified in heterotaxy

T'en /OMIM DyHKLUS POYKTA FeHa CchlIKM
NEK3/604044 ITpu cBepxaKCIpeccuu yBeIMYMBAET KOJTMYECTBO MUTOTUYECKUX AeeHnii. HaiineH B pakoBbIX TKaHSIX [50-52]
ITGA1/192968 CTuMynupyeT BbIpabOTKY HIUTOKMHOB B MOHOLIMTAX U Makpodarax [53-55]
WDR47/615734 Heobxomum 17151 06pa3oBaHust MUKPOTPYOOUEK B pECHUYKAX [56-58]
EGR4/128992 OnkoreH. Peryaupyer criepMaToreHes [59-61]
CA5B/300230 MuTtoxoHapraibHas KapOOaHTUIPa3a B ITOIKEITYIOUYHOM XKejle3e, MOYKax, CIOHHBIX XeJle3aX U CIIMHHOM Mo3re | [62,63]
IDH3G/300089 Y4acTByeT B OKUCIUTEIBHOM [1€KapOOKCUIMPOBAaHUM U30LUTPATA B LIMKJIE TPUKAPOOHOBBIX KUCIOT. ['eH Obu1 [64,65]

3aTPOHYT MPHU JieJIeLIUU MPU NEPUBEHTPUKYJISIPHOI IeTepOTONUU MO3ra
SLC2545/300150 | O6nergaet oomen AILD n ATD mexmy IMTO30JIbI0 U MUTOXOHIpUsMU. MIHTHOUpYeT anumoreHe3. AHTHOHKOTEH [66,67]
SLC25A53/300941 | MuToXOHApUANbHBII MEMOPaHHBIN TPAHCIIOPTEP [68]
TIMM17B/300249 | TpaHcioka3a BHYTpeHHE MUTOXOHAPUAIbHOM MeMOpaHbl. OOHapy:KeHa MOBbIILIEHHAsI 9KCIIPECCHs] B TKAHSIX [69,70]
paka M2K
RIPPLY1/300575 | HyxeH it 0Opa30BaHUs COMUTHBIX TPAaHULL B SMOpHOTeHe3e [71-73]
RAI2/300217 YuactByer B (hOpPMHUPOBAHIM TIEPENHE3ATHEN OCH IIO3BOHOUHBIX M KIIETOUHOM A1 (hepeHIMPOBKe. AHTHOHKOTeH | [74-76]
ISL1/600366 YyacTByeT B peryJisiiuu CUHO-aTPUAILHOTO y3J1a [77-79]
ZFYVE16/608880 | Mytanusi TeHa oOHapykeHa 1 0003HaueHa KaK BEPOSITHO MATOTEHHBIH MTPY aTPMOBEHO3HOM MaTbhopMaIun [80,81]
I'M. Perynupyet nponudepaiuio B-mumdbounuron
MRPL38/611844 | Benok MUTOXOHIPHAILHON pUOOCOMBI. MyTaluu HaliIeHbI U OIpeAeIeHbl KaK Kay3aTUBHBIE TP PaKe MeUYeHU [82,83]
ROCK2/604002 Penkue Bapuanyu ymnciia KONuii 3TOro reHa HapyLaloT JaTepan3aluio mpu MopgoJornyeckoM pa3BUTHI [84]
MYO1D/606539 BrIsiBIIeHO yyacTue B peryJisiiiiy rmaTTepHa «JIeBO-IIPaBO» B OHTOTEHE3¢e B AKCIIEpUMeEHTe ¢ ipo3oduiamMu. O60- [85,86]
3HAYEeH KaK JIOKYC «Situs inversus»

(exTnBHO, LelecooOpa3Ho npoBeneHue XMA. Ilpu Ha-
JINYUY HOPMAaJIbHOTO MOJIEKYJIIPHOTO KapUOTHUIIa TIPU
reTepOTaKCUU TPOTHO3 OTHOCHUTENIFHO OJaroNpUsTHEIN,
IUIST YTOUHEHMST THarH03a MOXKHO MCITOJIb30BaTh KIIMHU-
YecKoe CEKBEHUPOBAaHUE IK30Ma.

BrIgBiileHMe TeHETMYECKOM TTPUINHBI Te€TEPOTaKCUH
MO3BOJISIET JaBaTh ceMbe 00Jiee TOUHBIN MPOTHO3 MIJIs pe-
OeHKa Ipu TeKylleil 0epeMeHHOCTU, a TaKXKe OIpeae-
JINTh PUCK MOBTOPA JaHHOM MaTOJIOTUH ITPU JETOPOXKIE-
HUM B 6ynymeM. CBsI3b MeXIy KOHKPETHBIMU TeHETHYE-
CKMMM BapyaHTaMM U TSIKECTHIO HapYIICHW I, Ha TaHHBINA
MOMEHT, OMKCaHa HeIOCTaTOYHO, YTOOBI JaBaTh TOCTO-
BEPHBII IIPOTHO3 Ha IPeHATaJIbHOM 3Talle, T03TOMY JaH-
HBII BOIIPOC TpeOyeT majbHelIIero n3ydeHus. Beposr-
HO, B OyaymieM OynyT oOHapy>KeHbl HOBBIE TeHBI, HEITO-
CpPEICTBEHHO WJIM KOCBEHHO MPUHHUMAIOIINE ydacTue
B JIaTepaju3alluM, U CIIOCOOHbIE TPUBECTU K FreTepOTaK-
CHU TIpU HOKayTe.

BbnarogapHocTb

ABTOpPBI BhIpaxaroT 0JlarolapHOCTb TJTaBHOMY Bpa-
qy KL «O3MP» Hukonaesoit Enene bopucosHe 3a 1o-
MolIlb B paboTe.
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