Sukhomaysova A.L. Myotonic dystrophy /A.L.
Sukhomayzova, M.N. Korotov // Genetic studies
of the population of Yakutia: collected papers
under the editorship of V.P. Puzyrev, M.I. Tomsky.
— Yakutsk: CIP NBR Sakha, 2014. — 336 p.

10. TuweHko TM.[0. MopanbHble npobnembl
COBpPEMEHHOW reHeTukn. Pabouve TeTpagu no
6uoatuke: cb.Hayy.cT. Buoatnyeckne npobnembl
reHomuku n atHoreHetukn / M.0. TuweHko, B.I.
KOauH. — M.: MIY, 2006. — Bbin.3. — 41c.

Tishchenko P.D. Moral problems of modern

DOI 10.25789/YMJ.2018.61.06
YK 616.315-007.254-053.2

genetics. Workbooks on bioethics / P.D.
Tishchenko, B.G. Yudin // Bioethical issues in
genomics and ethno-genetics: collected papers.
—M.: MGU, 2006. — Issue 3. — 41 p.

11. Holmes-Siedle M. Parental decisions
regarding termination of pregnancy following
prenatal detection of sex chromosome
abnormalities / M. Holmes-Siedle, M. Ryyanen,
R.H. Lindenbaum // Prenat. Diagn. — 1987. — Vol.
7.—P.239-294.

12. Genetic counselors’ experiences with

1 2018 EEA/4N]

adolescent patients in prenatal genetic counseling
/' M.G. Catherine [et al.] // J Genet Couns. — 2011.
— Ne20. - P178-191.

13. Proposed international guidelines on
ethical issues in medical genetics and genetic
services. Report of WHO meeting on ethical
issues in medical genetics. Human Genetics
Programme. — Geneva: WHO, 1997. — 15 p.

14. Wertz D.C. Review of ethical issues in
medical genetics / D.C. Wertz, J.C. Fletcher, K.
Berg. — Geneva: WHO, 2001. — 103 p.

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-
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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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paemoctn pgeten ¢ BPIH 3a nepuog
HabroaeHns xapakTepumayeT B Nokasare-
NSIX HANM4ne HeKOTOPbIX 0COBEHHOCTEN.
Tak, ¢ 2000 no 2016 r. B permoHe BCEro
poaunca 281 pebeHoK C BpPOXAEHHbIMU
pacwenuHamu rybel n/wnu Heba, T.e. B
cpegHem B rog BoisiBnsnocs 16,53+0,30
cnyyaeB. B 2014 r. onpegensanocb mak-
cumanbHoe konmyectBo (31  cnyyan)
poxaeHus aeten ¢ BPIH (wactotra BPI'H
1:548 [1,82+0,02 Ha 1000 HOBOpOXAEH-
HbiX]), B 2001 . — MMHMMansHoe (3 cny-
yas) (yactota BPI'H 1:4420 [0,22+0,05
Ha 1000 HoBopoxaeHHbIX]). Mpu aTom
onpeaensieTcsl AMHamMm4eckoe noBbille-
HWe NUHUM TpeHda 3a nepuod Habrto-
OEHUsl, YTO XapakTepusyeT HeraTuBHYH
TEHOEHLMIO MOBbILLIEHUS YacTOTbl BPOX-
OEeHHbIX Manbdopmaumn.

CnenyeT OTMETUTb, 4TO B CTPYKTY-
pe BPI'H Hanbonee 4yacTo BbISBMANUCH
pacLlenuHbl TBEPOOrO U MSrkoro Heba
(37,82+0,66%), nanee cnegosanv ogHo-
CTOPOHHME CKBO3HbIE pacLUenHbl ryobl
n Heba (30,33+0,74%). Tem BpemeHeM
[aHHble [OBYCTOPOHHUX CKBO3HbLIX pac-
LLeNWH, a TakkKe CKPbITbIX pacLLenuH
Heba, M30MMPOBaAHHLIX pacLlenvH ryobl
N anbBeOnsipHOro OTPOCTKa COCTaBMs-
nn 8,23+0,98, 7,49+0,99 n 7,52+0,99%
COOTBETCTBEHHO. [py 3TOM MUHMMAanb-
Hble nokasaTenu 4acToTbl UMEnu Wu3o-
NMPOBaHHbIE pacLLenHbl BEPXHEN rybbl
(4,13+1,01%), nonepeyHble pacLienuHbl
ryéel — 0,37+1,07%. Kak npasuno, ca-
MbIMU TPYAHbIMW B MPOBEAEHUN KOM-
NNEeKCHbIX re4YebHOo-NpodMnakTUYecKnx
MEpONPUATUA U MEeAMKO-couManbHoM
peabunutaummn SBRSTCS OETU C CUH-
apomamy  remudpaumanbHO  MUKPOCO-
muwn, MNMbepa-PobeHa n MNopnuHa-lonbua.
[MpoBeaeHHble OueHKka W aHanu3 Bbl-
SBUMN  MEePeYUCIIEHHbIe  CUHAPOMbI Y
4,11%£1,03% peten.

Heobxoanmo nogyepkHyTb, YTO MpPO-
BEOEHHbIN aHanu3 BbISBUN Hanuyune
0COBGEHHOCTEN MO MOMOBOMY MNPU3HAKY.
Tak, pacuienvHbl Heba 4yacTo BbISIBNS-
nuce 'y pesodek (64,35+0,71%), Tor-
[a KaK y Masnb4MKOB OHW COCTaBnsnv
35,65+1,26%. Npn aTom no nokasatensam
OOHOCTOPOHHMX pacLuenuvH rybel 1 Heba,
HaobopoT, npeobrnaganu  Manb4MKM
(55,56+1,01%).

Mo nokanusauun natonoruii Obino
BbISIBNIEHO NpeobnajaHve NeBOCTOPOH-
HUX foKanusauui paclenvH, rge rnoka-
3aTtenb coctaBun 61,72+0,87%.

B pesynbrate aHanusa BbisiBneH 31
pebeHOK C OTArOLEHHOW HacneacTBeH-
HOCTb. M3 HMX CO CKBO3HOM pacLuenu-
HoW BepxHewn rybbl n Heba 6bino 9 geten:
4 — c NeBOCTOPOHHEN, 5 — NPaBOCTOPOH-
Hel. KonunyecTBo cnyvaeB c paclienu-
Hol Heba cocTaBuno 13 geTen, U3 HUX Co
CKpbITON hopmon pacLyennHbl Heba — 4
pebeHka. Meauko-reHeTn4ecknii aHanus
BbISIBUM HanuyvMe ABYCTOPOHHUX paclLe-
NVH BepxHen rybbl n Heba y 5 geten, B
TOM 4ucrie y ogHoro pebeHka ¢ CMHOpPO-
MoM BaH-gep-Byna. Y obcnemoBaHHbIX
[eTell C OTAroLWEeHHON HacneacTBEHHO-
CTblo B 4 crny4asx Obinn BbISIBNEHbI U30-
NVpOBaHHbIE pacLlenuHbl rybbl  n/vnm
anbBEONSPHOro OTPOCTKA.

AHanua npocnexvBaHus natonoru-
4YeCcKOoro npusHaka unm cuHgpomMa cpeam
NpsMbIX UM HeNpsIMbIX POACTBEHHUKOB
XapaKkTepuayeT Hanmume HEKOTOPbIX 0CO-
©eHHocTten. Tak, y 35,48+2,81% peteni ¢
BPI'H onpegensietcs npsimasa nepegada
OoT MaTepu unu otua, a y 64,52+1,55%
BPOXAEHHbIE Manbdopmaumn YencT-
HO-NMLEBON 0bnacTu BCTpeYanuch y He-
NpsiMbIX POACTBEHHUKOB.

3akntouveHue. lNonyyeHHble pesynb-
TaTbl CBUAOETENbCTBYT O HeraTyBHON
TEHOEHUMM YBENMUYEHUS YacTOTbl BCTpe-
YaeMOCTU BPOXAEHHbIX pacluenuH ryobi
u/vnn Heba cpeam OETCKOro HaceneHusi
pernoHa 3a 2000-2016 rr. Mpn atom y
Yactn obcrnegoBaHHbIX MPOCIEXMBAETCA
reHeTnyeckasi B3aMMOCBSI3b BPOXXAEHHbIX
natonorvii. Takasi cuTyaunst AMKTYeT He-
obxogumocTb pa3paboTku U BHEAPEHUS
KOMIMIIEKCHOW perMoHanbHoW nporpam-
Mbl, HanpaBIieHHOMW Ha COBEPLUEHCTBO-
BaHVWe oka3aHusa nevebHo-npodunakTn-
YeCcKoW MoMOLUM M MeaMKO-COoLMarbHOMN
peabunutaumMm OeTert C BPOXAEHHbIMU
ManbopmMauusaMmn  4entCTHO-NTMLLEBOW
obnactu ¢ co3gaHvem eauHON 3MNeKTPOH-
Hol 6a3bl AaHHBbIX.
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