. AKYTCKUM MEOVLIMHCKNN YKYPHAI

Hereditary ataxia and paraplegia / S.N.
lllarionishkin, G.E. Rudenskaya, |.A. lvanova
[et al]. — M .: MEDPRESS INFORM, 2006. —
P. 416.

2. CnwuHouepebennspHas artakcus nepBoro
TMnNa B AKYTUW: pacnpoCTPaHEHHOCTb U KINHWKO-
reHetuyeckve conoctaenexusi / ®.A. MNnaTtoHoB
[v ap.] // MeguumHckas reHeTmka. — 2004, — Ne5.
— C.242-248.

Spinocerebellar ataxia first type in Yakutia:
prevalence and clinical and genetic association /
F.A. Platonov [et al] //Medical genetics. — 2004. —
Ne5. — P. 242-248.

3. Dentatorubro-Pallidoluysian Atrophy (DRPLA)
among 700 Families with Ataxia in Brazil

DOI 10.25789/YMJ.2018.61.05
YK 612.64-007.17(571.56)

Cerebellum / Braga-Neto, P., Pedroso, J.L.,
Furtado, G.V. [et al]. — 2017. 16: 812.

4. Dentatorubropallidoluysian atrophy in a
Spanish family: aclinical, radiological, patholo-
gical, and Genetic study / Mufioz, MMila, ASan-
chez [et al] // J Neurol Neurosurg Psychiatry. —
1999. — 67. — P.811-814.

5. Unstable expansion of CAG repeat in
hereditary dentatorubral-pallidoluysian atrophy
(DRPLA) / Koide R, lkeuchi T, Onodera O [et al] //
Nat Genet. — 1994; 6: 9-13.

6. Genetic fitness and selection intensity
in a population affected with high-incidence
spinocerebellar ataxia type 1 / Platonov FA,
Tyryshkin K, Tikhonov DG [et al] / Neurogenetics.

2016;17(3):179-185.  doi:10.1007/s10048-016-
0481-5.

7. Portuguese families with dentatorubropal-
lidoluysian atrophy (DRPLA) share a common
haplotype of Asian origin / S. Martins, T. Matama,
L. Guimara [et al] // European Journal of Human
Genetics. — 2003. — 11, 808-811.

8. Sugiyama A., Sato N., Nakata Y. [et al] J
Neurol (2017). https://doi.org/10.1007/s00415-
017-8705-7

9. Radiologic and Neuropathologic Findings
in Patients in a Family with Dentatorubral-
Pallidoluysian Atrophy / Sunami Y., Koide R., Arai
N. [et al] // AUONR Am J Neuroradiol 32:109-14. —
2011. — P. 109-114.

C.K. KoHoHoBa, O.I. Cugopoea, M.A. Bapnamoga,
X.A. KyptaHos, ®.A. lNnatoHos, B.J1. xxeBckas,
3.K. XycHytamHoBa, C.A. ®enoposa

BOMPOC O CYAbEE NNOOA C MYTALMEN
NPU NMPEHATANNbHOWU OAUATHOCTUKE
CMUHOLUEPEBENNAPHON ATAKCUM

| TUNA U MUOTOHUYECKON OUCTPODUN
B PECINYBJIMKE CAXA (AKYTUA)

Hamu obeyxpaaetcs ogHa 13 npobnem npeHatansHon anarHoctukm (M) — 6uoatnyeckas gunemma B Borpoce o cyabbe nnoga ¢ mytauuvei

cnuHouepebennsapHoi atakcuun | Tuna (CLLA1) u mmotoHuuveckoi auctpocpum (MA). Lo Havana 3aboneBaHns UHANBUAbI — HOCUTENW MyTaLMU reHa
SCA1, no HaleMmy MHEeHWo, He MOryT Ha3blBaTbCs GOMbHBIMU, NMOCKOMbKY OHW ABMSAIOTCS abCOMIOTHO 340POBLIMU MTUYHOCTSIMU B (PU3NYECKOM 1
VHTenneKkTyansHom passutun. PeHomeH aHTuumnauuv npu M nposiBnsieTcst B 3HaYMTENbHON CTENEHW Npy nepefaye OT NoOpaXxeHHbIX maTtepen
1 NOBbILLIAET PUCK POXOEHNS NMPAKTUYECKN HEXM3HECTOCOBOHOrO pebeHka ¢ Tskernon dopmoii BpoxaeHHon M. BosHukaeT aTudeckas gunemma:
«MoxHo nu oTHecTn CLIA1 k MeHee cepbe3HbiM HacrneacTBeHHbIM 3abonesanusim ans M, a MO — k 6onee cepbe3HbIM?». [aHHbI BONPOC O4eHb
CMOXHbIN 1 TpebyeT 0bCyKaAeHUst He TOMNbKO CPpeaun CneLmanucToB, HO 1 IOPUCTOB, NMCUXOMOrOB U HaceneHus pecnybnuku.

KntoueBble crnoBa: 61oatnyeckne npobrnemsl, npeHaTanbHas AMarHocTuka, cnmHoLepebennsapHas atakcusl, MMOTOHuYeckas auctpodusi, Pe-
cnybnuka Caxa (AkyTus).

We discuss one of the issues of prenatal diagnostics — the bioethical dilemma of the fate of a foetus with a mutation. We believe that prior to the
onset of the disease, the individuals-carriers of SCA1 gene mutation cannot be called diseased, as they are completely healthy in their physical
and intellectual development. The phenomenon of DM anticipation depends heavily on inheritance from diseased mothers and increases the risk
of birth of an almost completely unviable baby with a severe congenital DM. An ethical dilemma arises: «Should we classify spinocerebellar ataxia
type 1 as a ‘less serious’ genetic disease for prenatal diagnostics, and myotonic dystrophy as a more serious disease for prenatal diagnostics?»
This is a very complex issue and requires discussion not only among the specialists, but also lawyers, psychologists and the general population

of the republic.

Keywords: bioethical issues, prenatal diagnostics, spinocerebellar ataxia, myotonic dystrophy, Sakha Republic

AHL, KMN: KOHOHOBA CappaHa KoHo-
HOBHa — k.06.H., C.H.c., konsard@rambler.ru,
CUOOPOBA OkcaHa lapunbeBHa — H.C.,
okssi66@mail.ru, BAPJIAMOBA MapuHa
AnekceeBHa — M.H.c., Varlamova.m@yandex.
ru; KYPTAHOB XaputoH AnekceeBUY —
K.M.H., [M.H.c., hariton_kurtanov@mail.ru;
MIATOHOB ®epop AnekceeBuY — A.M.H.,
m.H.c. MHcTutyTa 3gopoBbsi CBOY um. M.K.
AmmocoBa, platonovy@mail.ru; MXKEBCKAA
Bepa JleoHmpoBHa — A.M.H., npod., 3am.
OvpekTopa no Hay4Hon pabote MIMHL (r. Mo-
ckBa), izhevskaya@med-gen.ru; XYCHYTOMU-
HOBA 3nb3a KamunesHa — A.6.H., npod.,
akag. AH Pecny6nukun BalukopTtocTtaH, ampek-
Top NHcTuTyTa Broxmmmnm n reHetukm YHLL AH
PB, elzakh@rambler.ru; ®EOQOPOBA Cappa-
Ha ApkagbeBHa — A.6.H., 3aB. nab. 6uonorun
MEH CB®Y, sardaanafedorova@mail.ru.

BBepeHue. [peHartanbHas aguarHo-
ctuka (MA) HacnencTBeHHbIX GonesHewn
— 3TO CIOXHbIA KOMMMEKC COBPEMEH-
HbIX [AMAarHOCTUYECKMX npouenyp Ha
pasnuyHbIX CTaausx BHYTPUYTPOOHOro
pasBUTUSI C LIEMbIO BbISIBMEHUS TEX UMK
MHbIX natonorui y nnoga. B Poccum M4
LUMPOKO CcTana MNPUMEHSITbCS CpaBHU-
TenbHO HegaBHO, HaumHasa ¢ M xpomo-
COMHbIX 3ab0neBaHuii C MOMOLLLbIHO HEWNH-
Ba3uBHbIX MeToaoB — Y3W-anarHoctukm
1 onpeaeneHns GUOXMMMUYECKUX MapKe-
poB. B HacToswee Bpems N[ gocTynHbl
NpakTU4YeCckn BCe MOHOreHHble 3abore-
BaHUSI C YCTAHOBMEHHbIMU MNPUYUHAMU
— W3BECTHbIMW MyTauUUsiMU MOBPEXOEH-
HbIX reHoB. COBEpLUEHCTBYIOTCA METO-

Obl U BO3MOXHOCTU reHeTmndyeckon N0, B
yactHocTn B. BapaHoB (2015) B cBoei
paboTte gaet 0630p NATM OCHOBHBIX CO-
BpeMeHHbIX nogxonos B MNA;

1) monekynspHas AuvarHoCTuKa Xpo-
MOCOMHBIX 6ornesHew;

2) MWKPOAENEUMNOHHBIN aHanus3 ¢ no-
MOLLbIO MMKpOYMNa (CpaBHUTENbHas re-
HOMHasi rmbpuamnsauusa — array CGH);

3) goumnnaHTaunMoHHas AnarHocTuka
XPOMOCOMHBIX 1 FeHHbIX 6onesHen;

4) HenHBasmeHasa M (HAMA) xpomo-
COMHbIX U TeHHbIX OonesHen MeToaoM
cekBeHupoBaHmsa [OHK nnoga B Kposu
MaTepu (CEKBEHMPOBAHME HOBOIO MOKO-
nexusa — NGS);

5) ynpegutensHoe reHeTuyeckoe Te-
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ctupoBaHue (YI'T) ona BbISIBNEHUS My-
Tauuik y CynpyroB npu nraHupoBaHWK
6epemeHHocTM [1].

OpHako mpu Bcex MpenMyLlecTBax
MO kak adpdekTmBHOro cnocoba mnpo-
UNaKkTUKM HacneacTBEHHOW MaTonorum
C BO3MOXHOCTbI pearibHOro CHIBKEHMS
TaK Ha3blBAEMOIO «rEHEeTUYEeCcKOoro rpy-
3a» nonynaumm [ umeetr obpaTHyto
CTOPOHY Mefanu — 3T0 CIOoXHble 61Mo3TK-
yeckue npobrnembl, COMNpPOBOXAAMOLLME
penpoayKTUBHOE peLLeHne napbl: NpeHa-
TanbHOE MEAMKO-TeHETUYECKOE KOHCYIb-
TMPOBaHWe, Nony4yeHne MHPOPMMPOBaH-
HOro cornacvsi, npecuMmnToMaTuyeckoe
OHK-TecTnpoBaHue, NpuHATUE CIIOXHOIO
pelieHnss o cyabbe HepoXAeHHoro pe-
OeHka.

Wccneposatenu B obnactu OMoaTuku
M. TuweHko n b. KOauH (2006) nog4epku-
BalOT OCHOBHblEe BMO3TUYECKME acneKTbI
NPUMEHEHNSI TEHETUYECKNX TEXHOIOTUIA:

— BOBIIEYEHHOCTb B MPOLECC FEHETU-
YeCcKoro TEeCTUPOBaHWS POACTBEHHUKOB
naumeHTa, 4TOo, HECOMHEHHO, HeceT B
cebe npobremy HapyLleHus KOHduaeH-
LManbHOCTUN MHPOPMaLN;

— CyLleCcTBOBaHWe paspbiBa Mexay
TEOPETMUYECKON BO3MOXHOCTbIO AuarHo-
CTUKM MoBOro W3BECTHOrO Ha CerogHs
HacrnencTBeHHoro 3aboneeBaHust U BO3-
MOXXHOCTbIO ero 3hEKTUBHOIO NEYEHNS;

— WCMOMb30BaHWE MOMyYEeHHOW WH-
hopMaLmm ¢ Lienbo NPOBEAEHNS B Aalb-
HellleM npeHaTanbHOW AWarHoCTUKW B
OAHHON cembe, YTOObl UCKMYNUTbL PUCK
poxaeHus BToporo 6onbHoro pebeHka;

— BEPOSITHOCTHLIN XapakTep nosiere-
HUSI TEX UINWN WHbIX TEHETUYECKUX Hapy-
weHun y cybwekTa[10].

C. OepsbuHa (2015), nccnegys oco-
OEHHOCTM MEeOMKO-TEHETUYECKOTO  KOH-
CynbTMpOBaHMs B obracTu HeoHaTasb-
HOrO CKpWHWHra, otMevaeT: «MmetoT nu
npaBo poauTenu BrageTb MHgopmaum-
el 0 reHeTu4eckoM ctatyce pebeHka C
nosgHomaHudecTupytowen 6onesHo?
3HaHMe He Bcerga ctaHoBuTCcA Gnarom
NS xaxayLero ero nony4mTe. Bee nogu
pasHble, U Ans KOro-1o, AENCTBUTENBHO,
npeaynpexneH — 3HayuT, BOOPYXKEH, HO
HeMario 1 Takux, Koro rpy3 oXxvaaemon un
HEMMHYEMOW y4yacTu HaBcerga nuwaet
BO3MOXHOCTW pafioBaTbCH XM3HU Kak Ta-
KOBOW cerofHsi, 3aBTpa, 6e3 ornaaku Ha
OyaoyLiee» [3].

BrnonHe ectecTBeHHbIM MpeacTaBns-
eTCs JKenaHuwe OTSITOLEHHON Hacnen-
CTBEHHbIM 3aboneBaHMEM CEMbU UMETb
300poBoro peGeHka, HO camble OCTpble
O1oaTmyeckne npobnembl Kak pa3 BO3HM-
KaloT B BOMPOCE COXpPaHEHWS Unn npepbi-
BaHUA Nnoaa, y Kotoporo ¢ nomotwbto M0
0BHapy>Xunnv MyTaumio reHa, OTBETCTBEH-
Horo 3a passuTue 6onesHn. PaccmoTtpym

OBa Hauboree pacrnpoCTpaHEHHbIX Ha-
CrnencTBeHHbIX 3aboneBaHns B AKYTCKON
nonynsiLuun, Ans KOTopbiX BO3MOXHA UK
npumeHsietca MNA.

Martepuanbl u MeToabl uccnenoBa-
HuA. MeToabl: cOop MeanKo-coumarnsHo
MHOPMaLUM MO FEHETUYECKMM KapTam
naumMeHToB, reHeanornyeckum, Moreky-
NSIPHO-TeHETMYECKNE, COLMONOorm4eckme
(coumonoruyeckoe HabnwogeHne, ycTHoe
VHTEPBLIO).

B cratbe wncnonb3oBanucb AaHHble
pecnybnmnkaHCcKoro reHeTUYecKoro peru-
CTpa HaCrneACTBEHHbIX U BPOXAEHHbIX
3aboneBaHuin. o gaHHbIM reHeTUYeCcKo-
ro peructpa, Ha ydyete B MK coctosno
252 nauueHTa C OMarHo3om CcruvHoue-
pebennsapHas atakcus | Tuna n 185 na-
LMEHTOB C AMarHo3oM MWOTOHMYEecKas
anctpodus Pocconunmo-KypLimaHHa-
LUtenHepTa — batTeHa [8].

Pesynsratel u obcyxaeHue. B
2000-e rr. B MeanUMHCKYo npakTuky Pe-
cnybnvkn Caxa (Akytus) Bnepsble Obinn
BHeApPEeHbl MOMEKYNAPHO-reHeTu4Yeckme
METOAbl UCCNENOBAHNS U NpeHaTanbHon
ONarHocTukM 5 pacnpocTpaHeHHbIX MO-
HOreHHbIX 3aboneBanuii [4]. 3a nepuoa ¢
2000 no 2018 r. KONNYeCTBO AOCTYMHbIX
ana OHK-gmnarHocTMkn HacneacTBeHHbIX
6onesHen yeenunumnnocb Ao 30 Hosomno-
rmin [6]. Kasanock 6bl, Ansa kaxgoro 3a-
6oneBaHnsi BO3MOXHO nposecTu MM Ha
paHHMX CpoKkax 6epeMeHHOCTN 1 NpeaoT-
BpaTUTb poXxaeHue 6GonbHOro pebeHka,
OHaKO CyLLeCTBYET MHOXECTBO O61M0aTu-
Yeckux Bonpocos npuemnemoctu MO B
KaXkIOM OTAENbHOM Ccrlyyae npeHartarnb-
HOW NOMOLLM.

CnnHouepebennspHas atakeus | Tuna
(CLUA1) xapaktepusyeTcs MNO3gHWM Ha-
YanomMm MaHudecTaummn. bonesHo passu-
BaeTcsa B cpegHeM Ha 35-M rogy KusHu,
X0Tsi pas3bpoc MaHudecTauum MoXeT
ObITb 3HAYMTENbHBIM, B 3aBUCMMOCTU OT
konnyectBa CAG-NoBTOPOB B MYyTUPO-
BaHHOM reHe SCA71. OnucaHbl crnyydau
Hayana 6onesHn B 26 u 55 net. KnuHu-
yeckne nposieneHns CLIA1 xapaktepu-
3YHOTCSA BbIP@XEHHBIM NONMMMOP(U3MOM,
MO3)XEYKOBO-MMPAMUOHBIM  CUHOPOMOM.
Pa3sButve nartonormyeckoro npoiecca
NPOXOAUT 5 KNMHUYECKMX CTaaun, onpe-
OEensiOLLMXCA MO CTENEHU BbIPAXEHHOCTU
OBUraTenbHbIX U peyeBbIX PacCTPOUCTB.
TsxecTb 3aboneBaHus B Janeko 3alles-
WwKnx cnyyasix obycrnoeneHa pas3BuTUEM
6ynbbapHoro napanuya [7].

[o Hayana 3aboneBaHus UHAUBUAObI —
HOCUTENN MyTauuu, Mo HaLEMY MHEHWIO,
He MOryT HasbiBaTbcs 6onbHbIMM CLIA1T,
NMOCKOSIbKY OHW  SABMSIOTCA  abComnTHO
300POBbLIMU JIMYHOCTAMU B (PU3NHECKOM
N WHTennekTyansHoMm passutun. Cpeam
HocuTenen mytaumm reHa SCA7 6binv u

1" 2018 /W B

€CTb W3BECTHblE CMOPTCMEHbI, MONUTU-
yeckne 1 obLLECTBEHHbIE AeATenu, yye-
Hble 1 T.4. Takum obpasom, npegnaras
poaouTensiM npepbiBaHne 6epemMeHHOCTH
nnogom—Hocutenem CLIA1, B cywHocTH
Mbl npeanaraem n3baBUTbCA OT MOMHO-
LueHHoro urneHa obuwectBa. OCHOBHble
MOTMBbI, MO KOTOPbIM POAUTENSIM MOTYT
npeanoxuTte npepbiBaHve bHepemer-
HOCTU — 3TO HEWU3NeYUMOoCTb [AaHHOro
3aboneBaHnsi U CTpagaHus NUYHOCTU B
Oyaoywiem, korga 6onesHb pa3oBbeTCS B
nonHom mepe. Bmecte ¢ TeM, MHOXeCTBO
nabopatopuii 3aHMMatOTCs NMOMCKOM rle-
YeHUs HerpoaereHepaTMBHbLIX OonesHen
N MOTyT OOCTUrHYTb ycrnexa B 3TOW npo-
bnewme.

B Hawen npakTtvke ObINO HECKOMNbKO
cnyyaes, Korga 6epeMeHHble XEeHLUMHbI
OTKa3sbIBaNu1Chb OT NpepbiBaHns bepemeH-
HocTu nnogom ¢ MmyTauven CLA1. Ux
CMOXHBIA N OCO3HaHHBIN BbIGOP MPUHK-
Maricsl Tak e, Kak 1 BbIOOp TeX XEHLLUUH,
KOTOpble pewwnnu npepsatb OepemeH-
HOCTb MocCrie MnornyvYeHus pesynerata c
nonoxutensHeim HK-Tectom. Hamn Ha-
6noganock Takke, YTO NPMMEPHO Momno-
BMHA XEHLUMH, 0B6paTUBLLMXCHA NO NOBOAY
N4 CUA1, nocne npoxoxaeHnst nepBoro
npeHaTanbHOro reHeTUYeCKoro KOHCysb-
TMPOBaHUSI He SABMSINUCH Ha Mpouenypy
MO. OaHHbin dhakT Takke ykasblBaeT Ha
MOparbHO—TNCUXONOrMYECKYHO CnoX-
HOCTb W HEOLHO3HAYHOCTb MPUHATUS
peweHnss o cyabbe nnoga. Hanpumep,
XeHwmHa—Hocutens CLIA1 pacckasana
Ham 06 omaceHun Mo noeoay cBoel bo-
NE3HN U XemnaHuu HenpemMeHHO poauTb
pebeHka, xenaTenbHo AeBOYKYy (NyCTb U
C MyTauuen), onsa Toro, YTobbl pebeHok,
CTaB B3POCMbIM, yXaXxu1Ban 3a Hel.

O6patumcsa K MexayHapodHbIM [0-
KyMeHTaM Mo JaHHOMY BOMPOCY: «ecnu
poauTenu TBEpPAO HACTPOEHbl MPOTUB
abopta, MHopMaLmsa OT TecTa He npu-
HeceT MNomnb3bl HU UM, HU pebeHKy, HO
MOXET MPUHECTU CYLIECTBEHHbIN Bpes
pebeHKy nocre poXaeHust oT CcTurma-
Tnsauum B cembe unun obuectse. Ecnu
nocne KOHCynsTaumMn poauTenu npoaorn-
XalT O0TKasblBaTbCA OT BO3MOXHOCTU
aboprta, 6bonee aTU4HbLIM cnocobom Aen-
cTBMI ByaeT oTka3aTbCs OT NPOBeAEHMUS
npeHartanbHoro Tecta. [lpoBegeHue o6-
crnefoBaHus nrnoga Ha 3abonesaHue C
NO34HUM HayaroM CTaHOBUTCS B JaHHOM
crny4yae 9KBMBAaNEHTHbIM TECTUPOBAHMUIO
pebeHka, koTopoe akcnepTbl BO3 peko-
MEHAYHT OTNOXUTb A0 AOCTUXKEHUS CO-
BepLUeHHonetmsay [13,14].

MwuoTtoHnyeckass auctpodms (M)
npencraensiet cobon HacnegcTBEHHOe
HelpoMblLLEeYHOe 3aboneBaHne, KOTopoe
XapakTepuayeTcs MynbTUCUCTEMHOCTBIO
nopaxeHusi C LUMPOKON BapuabenbHo-
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CTbO KIMHWUYECKNX NPOSABIIEHWUIA, OCHOB-
HbIMW M3 KOTOPbIX ABMSAKTCA MUOTOHUSA,
Muonarusi, katapakta, Kapavomuonarus,
QHOOKPUHHbIE HapYLUEHWS, B TSHKEMbIX
crny4asix — MCUXOHEBPONOrnYeckne oT-
KIMOHEHUS U CHWXEeHWe nHTennekta. My-
Taumsa npyu M Tak xe, kak un npu CLIA1,
OTHOCUTCS K AIMHAMUYECKUM 1 3aKIoya-
etcsa B akcnaHeum CTG -nosTopos [2].

MwoToHnyeckas guctpodus nposie-
nsetca obLen acTeHUYHOCTb Oonb-
HOrO M CHWXEHMEM WHTENMeKTa B HEKOo-
TOPOW CTeneHun, NoaTomy 6epemMeHHon ¢
M[ GbiBaeT TPyAHO MPUHSATH CaMOCTOS-
TenbHoe BaxHoe peleHune o M. MNoxo-
Xue crnyyau onucaHbl B nuTepaTtype B
CBSAA3M C nNpeHaTanbHbIM FeHEeTUYECKUM
KOHCYNbTUPOBaHNEM [EBYLLEK-NOAPOCT-
KOB. ABTOpamMu yCTaHOBMEHbI pa3nuyuns
B MeTofax KOMMyHMKauMuM C NnogpocT-
KamMn 1 B3poCnbIMU XeHwmHamn ¢ M.
[MoopoCTkM MCNbITLIBAIOT TPYOHOCTb B
yCBOEHUN MHpopMaLmMK, KacatLencs
pvcka ansa nnoga [12]. B Hawen npaktu-
Ke TaKke BO3HUKMM CIOXHbIE 3TUYECKUNE
1 NpaBOBble BOMPOChI, KacaroLmecs npe-
HaTanbHOM AwnarHocTukm ML, a Takke
NpPeanochINKM K HapyLIEHUo npas nawu-
eHTa. [pn ohopMMneHHON NHBaNMAHOCTU
MHorne 6onbHble M aBnsoTCA geecrno-
COOHbIMU, T.€. HE MMEKT odunumnanbHbIX
OMNEKyHOB, CrnefoBaTenbHO, OHW UMET
NpaBo Ha CaMOCTOATENbHOE peLLeHne No
nosoay nposeaenus M v npaso nognucu
nHpOopMMpoBaHHoro cornacus. OgHako
B NoAaBnswLemM OOnNbLUNMHCTBE Cryvaes
OonbHble MWOTOHMYECKONW AucTpodmen
HaXOAATCSA B CUMbHO 3aBUCUMOM OT pof-
CTBEHHMKOB MOSOXEHNM, 3a00Tbl O HUX 1
UX OETAX NOoXaTcs Ha 300POBbIX YIIEHOB
ceMbu unu poga. BnonHe pesoHHo, 4TO
B TAKOW CMTyauMn pPOACTBEHHUKN aKTUB-
HO BIMSAIOT Ha peLUeHusi, NPUHMMaeMble
6onbHbiMn M. MpuHUMN KOHUOEHUM-
anbHOCTM B Mpefenax poga Takke Te-
pseT cmbicn. Hammn Habniwoganock, 4To
Bonbluee KOMMYECTBO KEHLUMH U3 BCEX
cnyvaeB obpaweHui Ha M4 MO 6bnu
npeacraBuTenbHULAMU  OBYX 6onbLumx
pogocnoBHbiXx P. n [1. 3gecb Gonbluyto
ponb Cbirpanv Hambonee akTUBHbIE Yrne-
Hbl CEMEN, KaK MpaBuIo, XeHLUHbI, UH-
opmMmpoBaBLLME BECH POA O BO3MOXHO-
CTSAX NpeHaTanbHOW UArHOCTUKM.

B otnnune ot CUA1 npn MO cyuie-
CTBYeT BpoxaeHHasa dopma. deHoMeH
aHTMumnaumm npu M nposBnsietca B
3HAUMTENbHOM CTEeNeHn npu nepegadve
OT MOpaXEeHHbIX MaTepen U MoBbILaeT
PUCK POXOEHUS MPAKTUYECKN HEXU3He-
crnocobHoro pebeHka ¢ Tsxernon opmon
BpoxaeHHon M, npu aTOM B pogax MaTtb
Takke NOABEPraeTcsi PUCKY OCIOXHEHUN
n3-3a cnabocT poaoBON AESATENBHOCTU

9.

3akntoueHue. Bpauun 1 cneumanmcTbl
no OMOSTUKE AMCKYTMPYHOT O CEepPbe3HO-
CTW nokasaHun k nposegeHuto MO ona
HacneacTBeHHbIX GonesHeln. EcTb MHe-
HWe, YTO Mepuon MOSHOLIEHHOW 340po-
BOW XXM3HWN 0O NposiBNeHus 6onesHun npu
no3gHOMaHU@ECTUPYIOLNX MaTONOrnsX,
Takmx kak CLA1, Hanpumep, genaet
AaHHoe 3aboneBaHMe «MeHee cepbes-
HbiM» ang MN0. B uenom Bpayu cxoasTcs
BO MHEHMWU, YTO CEPLE3HOCTb MoKa3aHus
K M 3aBUCUT OT BENMUYMHbLI pUCKa, paH-
Hell MaHudecTaumum 1 TSHKECTU CUMNTO-
MoB [5,11]. Takum obpas3om, o4YeBUOHO,
4YTO B AaHHOM koHTekcTe M/ — 310 Gonee
cepbe3Hoe nokasaHue ansa MO, a cembe
OOMmKHa ObITb NpeacTaBneHa bonee Ha-
crtosiTenbHasi pekomeHgaums k M.

Kaxabli cnyyam npeHaTtanbHowW guna-
FHOCTUMKU C MOMNOXWUTENbHbIM pesyribra-
TOM HOCWUTENbCTBa MyTauuu y nnoga
— 9TO MNCUXONOrMYEeCcKMn CTpecc U Mo-
panbHas gunemma ans  GepemMeHHown
KEHLWMHbI 1 ee cembu. [MpeHaTanbHoe

MeauKo-reHeTu4eCkoe KOHCYInbTnpoBa-
HWe OOIMKHO MPOXOAWTb B COOTBETCTBUM
C MexayHapoOHbIMU  BMOSTUYECKUMMU
npUHLMNamMu:

— BoBpoBOMBLHOCTL  NpeHaTanbHON
LANarHoCTUKK;

— Havbonee nonHoe WHMOPMKpOBa-
HMe CeMbW O BCEX BO3MOXHbIX Nocren-
CTBUSX;

— MOMOLLb CEMbE B MPUHSATUKN penpo-
OYKTUBHOIO peLUeHus:;

— yBaXeHue 1 3alimTa B pamMKkax 3a-
KOHoZaTenbcTBa CTpaHbl Bbibopa cemMbu
OTHOCUTENBbHO GEPEMEHHOCTM MOpaXeH-
HbIM MS1040M.

Paboma ebinonHeHa npu @bUHaHCo-
8ol noddepxkke eoc3adaHusi MuHobpHa-
yku P® Ne6.1766.2017.114, npoekma
CB®Y um. M.K. Ammocosa: «[eHemuye-
cKue 0cobeHHOCMU HacesneHusi Sikymuu:
cmpykmypa eeHogoHOa, adanmauyusi K
X000y, rcuxoeeHemu4yeckue xapakme-
pUCMUKU, pacrnpocmpaHeHHOCMb  He-
KOMOpbIX HacneoCmeeHHbIX U UHGEK-
UUOHHbIX 3abornesaHully U rpoepammabi
buopecypcHbix Konnekyuti ®AHO Poc-
cuu YHY «lenom Sxkymuux» SHL KM
(BPK: 0556-2017-0003).
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n.0. YwHuukmi, J1.C. MupoHosa, .. lorones, M.M. [laBblgoBa
KIMIMHUKO-FrEHETUYECKUE ACMNEKTDbI

BPOXOEHHbIX PACLUEJIUH I'YBbl U HEBA

Y OETEN AKYTUMN

MpoBedeH aHanu3 pacnpoCTPaHEHHOCTUN U CTPYKTYPbl BPOXAEHHbIX pacluenvH ryoel n Heba (BPIMH) y geten, npoxusatowmx B Akytuun, 3a
nocnefgHee gecatunetne. MdyyeHne 4actoTbl BPOXAEHHbIX aHOManuii YemnCTHO-NNLEBON 0bnacTy y AeTen xapakTepusyeT HebnaronpusTHyo
TEHAEHUMIO UX YBeNn4eHus 3a nepuog Habnioaenus. B ctpyktype BPI'H npeobnagaloT oAHOCTOPOHHME pacluenuHbl BepxHen rybbl n Heba, a
TakKe N30NmMpoBaHHbIe pacLlenHbl TBEPAOro N MATKOro Heba. AHanus NpocnexvBaHysa NaTonorMyeckoro NpM3Haka unmM CMHApoMa Cpeau nNpsiMbixX
N HeMnpsMbIX POACTBEHHUKOB MoKa3arl, YTO y OCHOBHOM YacTu AeTell BPOXAeHHble Manbdopmauuy YentoCTHO-NULIEBOV 06racTi BCTpevanucs y
HenpsMbIX POACTBEHHMKOB, MPUMEPHO Y TPETU — HAaNPSMYO Nepefanvcb oT MaTepy unu otua.

KnioueBble cnoBa: BpoXAeHHbIE pacllenuHbl BepXHen rybbl n Heba, pacnpoCcTpaHeHHOCTb, HacneACTBEHHOCTb, CHAPOMBI [bepa-PobeHa,

BaHn-pep-Byna, remmndaumansHom MUKPOCOMUN.

The analysis of prevalence and structure of congenital cleft lip and palate (CCLP) among children living in Yakutia for the last decade has been
carried out. Studying of congenital anomalies frequency of maxillofacial area at children characterizes an unfortunate trend of their increase during
observation. Unilateral clefts of the upper lip and palate and also the isolated clefts of the hard and soft palates prevail in CCLP structure. The
analysis of pathological sign or syndrome among direct and indirect relatives shows that in the main part of children congenital malformation of
maxillofacial area is related with the indirect relatives, and about in the third — the direct genetic relation with mother or father.

Keywords: congenital clefts of the upper lip and palate, relevance, heredity, Pierre-Robin, Van der Woude syndromes, hemifacial microsomia.

BBepeHue. BpoxaeHHasa pacluenvHa
BepxHen rybel n Heba (BPI'H) asnsetca
TSKENbIM MOPOKOM PasBUTUSI YEMOCTHO-
nuueBor obracTu, NPOSABNSALMUMCS rpy-
ObIMV @aHATOMUYECKUMU U (DYHKLMOHAMb-
HbIMW HapyLweHusamu [3, 7]. Heobxogmumo
OTMETUTb, YTO BPOXAEHHbIE Manbdop-
MauMmn nvua — He TONMbKO MeaMUMHCKas,
HO u coumanbHas npobrnema, NoO3ToMy
KOMMMEKCHbIN MOAXOA B FEYEeHWU Mo-
3BONSAET AOCTUYb XOPOLUMX OTAANEHHbIX
pesynesraTos [1, 2]. BpoxaeHHble paclue-
NYHbI ry6bl n Heba NMeroT MynbTUdaKTo-
pranbHoe NPOUCXOXAEHNE, Ha KOTopble
OKasbIBalT HeraTMBHOE BNWsIHWE Tepa-
TOreHHble PaKkTopbl, HacreaCTBEHHOCTb
n 1.4. [8]. HecMoTpsi Ha NOCTOsIHHOE COo-
BEPLUEHCTBOBaHNE XUPYPIUYECKUX U Op-
TOAOHTMYECKNX METOLOB NeYeHns aeten
C BPOXOEHHbIMU pacLLenMHamy BEpXHEN
rybbl n Heba, KomnnekcHasa peabuvnuTa-

MW CB®Y nm. M.K. Ammocosa: YLLHULIKUMA
WHHOKeHTUIM [AMUTpMEBMY — A.M.H., Npod.,
3aB. kadegpon, incadim@mail.ru, MUPO-
HOBA Jlto60Bb CaBBUYHA — acnvpaHT, Bpad
YentocTHo-nuuesort  xupypr PB  Ne1-HLIM,
mironovals@bk.ru, JABbIQOBA Mawns Mak-
CMMOBHa — cTygeHTka, davidovamayya@
mail.ru; FTOFONEB WHHOKkeHTMI MBaHOBUY
— 3aB. OTONApWHrONIOTMYECKUM OTAENeHnem
PB Ne1-HLIM, innokentiy.gogolev@mail.ru.

LMs TaKMX NauMeHToB NpodoKaeT ocTa-
BaTbCA OAHOW W3 CNOXHEeWWuX 3agad
ONst 4enoCcTHO-NULEBOro Xupypra, CTo-
MaTonora, neguarpa, noroneaa v ncuxo-
nora [4, 5].

I3BECTHO, 4TO COBEpLLUEHCTBOBaAHME
OKa3zaHus MeOULMHCKON MOMOLLM OCHO-
BbIBA€TCA Ha 3HAHWUSIX KIMHMKO-3nuae-
MMWOSOTMYECKNX U ITUOSTOTUYECKNX OCO-
GeHHocTel 3aboneBaeMocTu. B cBssm ¢
3TVMM WCCNEeaoBaHWs, HaMpaBneHHble Ha
M3yvyeHne AdaHHbIX Npobnem, sBMASOTCA
aKkTyanbHbIMK, TeM 6onee nogobHbIe Uc-
CnefoBaHusA B YCNoOBUSAX AKyTUM 3a Mo-
crneaHuin nepuog He NPOBOAUIUCE.

Martepuanbl 1 metoabl uccneno-
BaHuA. [lpoBeaeH pPeTpoCnekTUBHBLIA U
NPOCMNEKTUBHbIA aHanu3 perncTpaumoH-
HbIX KapT n nctopumn 6onesHn. Coop knu-
HUYecKoro Matepuarna u Meauko-reHeTu-
YecKkoro aHanusa npoBoaurncst Ha 6ase
OETCKON  YENOCTHO-NULIEBON  XMPYprum
OTOPVHOMNAPUHIONOrMYeckoro  otaene-
HUSA U OTAENEHUss MeAMKO-TEHETUYECKON
koHcynetaumm FTAY PC (A) «Pecnybnu-
KaHckas 6onbHuua Ne1 — HauuoHanb-
HbIi LEHTP MeauuuHbl». Bcero 6bin 06-
cnegoBaH 281 pebeHok B Bo3pacTe oT 3
mec. 0o 14 net n nogpoctok oo 18 ner
3a 2000-2016 rr. 13 HMX 136 manb4nkoB
n 145 geBoyek. Bce getu Obinun npoone-

pYpOBaHbI MO MOBOAY BPOXAEHHbIX pac-
LLennH BepxHel ryobl n Heba n Ha 6ase
ne4yebHOro yupexaeHns npoxoaunu Kypc
MeMKO-CoLMarnbHON peabunutaumm.
KnunHuko-reHeanornyeckoe wuccnenosa-
HWe cemel, umerLLMX pebeHka c BpoX-
[EeHHOW naTonoruen YentocTHO-NULEBON
obnacTtu, NpoBOAMIIOChH Ansi YyCTaHOBMe-
HWSI POACTBEHHBbIX CBSA3€W, MNPOCMEXu-
BaHUS MaTororMyeckoro npuaHaka wnu
cvHOpoMa cpeau Onusknx u panbHuX,
NpsiMbIX U HenpsiMblX POACTBEHHUKOB.
Mpn aTom cocTaBnanuM PoaOCHOBHYHO U
NpOBOAWMM TFeHearnorMyeckun aHanms.
C6op cBefeHUin 0 cembe NPOBOAUNCS Y
KOHCynbTMpytoLlerocst u npobanaa (KoH-
CynbTUpYOLWKNACS — Nuuo, obpaTtusLuee-
cs1 K Bpady; npobaHa — 6onbHoi). Onpoc
BKMoYan B cebsa obuime Bonpockl: ga-
MUNAs, UMs1, OTYeCTBO NpobaHaa, gata
POXAEHWS, HaUMOHanbHOCTbL NpobaHaa,
ero matepu u 0Tua, MecTo POXAeHUs
npobaHga n ero poguTenen, Hanuuvie
KPOBHOPOACTBEHHOrO ©Opaka B podoc-
TNOBHOW.

Cratuctnyeckass obpaboTka KIUHU-
YecKkoro maTtepuana nposogmnacb C uC-
nonb30BaHWEM CTaHO4APTHbIX METOO0B
BapuaLNOHHON CTaTUCTUKMN.

Pesynbratbl U o6cyxaeHue. [Mpo-
BeEHHbIN OUHAMUYECKUA aHanm3 pox-
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