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AHHOTauus

B cratbe npefctaBneHa paspaboTaHHas MoAenb MeAWKO-TEHETUYECKOrO  KOHCYNbTUPOBaHMS
NauWeHTOB W WX POLACTBEHHUKOB C BPOXOEHHbIMW pacLienMHamu nuuya, YCnewHo BHepEHHas B
creynanuaMpoBaHHOM AMCMAHCEPHOM LEHTpe Ans AeTel C BPOXKAEHHbIMW aHOManUsMM pa3BUTUS TKaHEW
yentocTHo-nuueBoir  obnactm  ropoga  CaHkT-Metepbypra.  Meauk-reHeTMYECKOE  KOHCYNbTMPOBaHME
npeacTaBnseT coboi HeOTLEMMEMbIN aCmekT MEXOMCLUMNMMHAPHOMO anroputma peabnutauun Oetem ¢
opodaumanbHbIMK pacLienMHamu.

KnioueBble cnoBa
BPOXOEHHAs  paclliennHa nuua, aHoManuum fvua, gedopmauunm  nuua,  reHeTudeckoe
KOHCYNbTUPOBaHKE.

BeeneHue

BpoxaéHHas paclienuHa nuua npeactasBnseT coboi HacyLHY0 MeaMKo-coLmarbHyo npobnemy no
BCEMY MUPY, 3aHWMasi NEPBOE MECTO Cpeay MOPOKOB pasBUTUS YentoCTHO-nuueBon obnactu. CormacHo
MWPOBbLIM 3MMAEMMONIOTUYECKMM AaHHbIM, KaXable 3 MUHYTbI POXAaeTcs pebEHOK C TOM UMK UHON HOPMOIA
opodbaumansHon pacwenuibl (Stock, 2019). lNMocnegHue 3apybexHble AaHHbIE CBUOETENLCTBYIOT, YTO
naHaeMns HoBoW kopoHasupycHor uHekLmn COVID-19 3HaunTenbHO NOBLIWAET PUCKU Pa3BUTUS aHOMASWA
YentCTHO-NMLEBON 06nacTu B pesynbTaTte BO3AEMCTBMSA BUPYCA HA OPraHv3M JKEHLUMHbI B OCODEHHOCTH B
nepBbIn TpUMeCTp 6epemMeHHOCTH, TakuM 06pa3om B CriedytoLleM rogy BeposTHEE BCEro CrneayeT oxuaaTb
NPMPOCTa Ymncna BpOXAEHHBIX MOPOKOB pa3suTus B Mupe (Liang, 2020).

Bonee nonoBuHbI OpodhaLmanbHbIX pacllenuH COCTaBASOT MYNbTU(AKTOPHYIO NPUPOAY C HU3KUM
PUCKOM HacrnefoBaHus, CrnefoBaTeNlbHO, PYTUHHblE TEHETMYECKMe TeCTbl He BbISBNAKT creuuduyeckue
HapyweHus OHK B Takux HecuHapomanbHbix (hopmax pacwenud nuua (Wantia, 2002). OtuonatoreHes
Kanengockona BPOXAEHHbIX PACLLENIMH NLA CKNaabIBAeTCs U3 CUHAPOMAnbHbIX, MOHOTEHHBIX, XPOMOCOMHbIX,
a TaKkke TepaToreHHblx (hopM. [pn MynbTU(HAKTOPHOW NPUPOAE PasBUTUS PacCLLESHbl nuua NpoucxoauT
COYETaHHOE BO3AENCTBUE FEHETUYECKMX M dnUreHeTnyecknx MexaHuamos (Genome, 2017).

[pyras nonoBuHa BPOXAEHHbLIX pacllenvH nuua, BoNbLUIMHCTBO KOTOPLIX COCTABAST PacLyenuHbl
HEDGa, accouMMpoBaHbl C [OPYrMMM HapyLWEHWSIMM poOCTa W pasBUTMA KOCTEW Nuua, a Takke ¢
COMPOBOXZAOWMMM UX CUHOPOMamU. Ponb MyTauui B reHax SBSIETCA OCHOBOMONArawlen B passuTuu
CUHAPOManbHbIX (HOPM pacLLenuH nuua.

HacneactBeHHble opMbl pacLUenuH nuua B CocTaBe CUHAPOMAnbHOM NaTonorum MoryT BbiTb Takke
accouumpoaHbl nonumopdmamom reHos: MTHFR, C677T, TBX22, FOXE1, COL2A1, TCOF1 IRF6, PLEKHAS

W OpyruX.
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Matepuansi u meToAbI UCCNefoBaHUA

Mezauko-reHeTYeCKkas cTpaTtervs B anroputme peabunutauum AeTen ¢ BPOXAEHHBIMU pacLyenMHamm
nMUa HauMHAeTCs Ha aTane MnaHWpoBaHWs BepeMeHHOCTH, 0COBEHHO ecrn B CEMEMHOM aHamHese Obinu
cnyyaun poxaeHns pebénka ¢ nopobHbIM aedekToM. Ha ynbTpas3BykoBOM CKpUHUHTE B MHTEpBane ¢ 11 — 22
Heaenu 3MOPUOHANBHOrO pPasBUTUS B NOAABNAIOWEM OOMbLUMHCTBE CIY4YaeB BbISBASIOT BPOXAEHHYHO
pacLlenuHy nuua, WCKMIYEeHWe COCTaBNAKT, MO HaWWM [aHHbIM, aTUMUYHOE PacrnofiokeHue Mnnoaa,
ManeHbkas  QopMa  paclenuHbl, @  TakKke  TEXHWYECKWA  YpOBEHb  AWarHOCTUYECKOro
obopynoBaHus.cpaHLy3ckoi rpammaTiki (Bnacos, 2011), B cBS3u ¢ Yem AOBOMLHO BOCTpebOBaHHOE cpeam
yyaLLmxcs.

Bonee TOro, nMpoBeaeHWE rEHETUMYECKOTO CKPUHUHIA pPebEHKa NO3BOMUT BbISBUTb COYETAHHbIE C
BPOXAEHHON paCLenMHOM nuua CUMHAPOMbI, a Takke OnpedenuTb NPeauKTopbl Pas3BUTUS CUHAPOMA
OBCTPYKTMBHOTO anHO3 CHa, 0BHAPYXWUTb PUCKI BO3HUKHOBEHWS HEKOTOPbLIX (hOPM HacneaHbIX 3abonesaHuil u
ManurHusaummn (Batra, 2003). PucyHok 1 unntocTpupyeT Moaenb MeAMKO-reHeTUYECKOro KOHCYNbTUPOBAHUS
cneyuanucTammu LieHTpa no pacwenviam nuua ropoga CaukTt-leTepbypra — reHeTukammu, neguatpamu,
aKyllepaMmu-rHeKonoramm, HeoHaTonoramm W BpadYamu-TepaneBTamu POAMTENeil HEeCcOBEPLUEHHONETHEro
nauueHTa U/mnn ux 3aKOHHbIX NpeacTaBuUTeNen.

Kputepusamu ons nocTaHOBKW reHeTUYeCKoro AuarHo3a HacnefCcTBEHHOW (hopMbl pacllenuHbl nuua
SBNAIOTCA Hanuune B ceMbe AByX W Gornee poACTBEHHWKOB | CTeneHn poacta C TOW MMM MHOW POPMOM
BPOXAEHHOM pacluenuHoit nuua. COBMECTHO C BpayoM-reHeTUKoM B LleHTpe npoBOAMTCS OLEHKa nauueHTa
WHOMBMOYaNbHO C YYETOM CEMEMHOr0 aHamHesa, Mnocre Yero nPOBOAMTCH  MEAMKO-TeHeTUYeckoe
KOHCYNbTUPOBaHWe poauTenei nauneHToB, odopmnsieTcs A0OPOBONbHOE MH(OPMUPOBAHHOE Cormacue
poauTenen nauneHToB MU Ux 3aKOHHbIX NpeacTaBuTenen. BaxHbIM 3TUYECKUM acnekTOM Npu NpoBeLeHUH
WH(OPMUPOBAHWS poaUTENeN NauMeHTa W WX POACTBEHHWKOB SBNSETCA pe3ynbTaTbl MPOBEAEHHOro
reHeTUYECKOTO MCCreaoBaHmus, KoTopble OyayT MMETb HEMOCPEACTBEHHOE OTHOLIEHWE HA BCHO CEMbIO W
Oynywue nokoneHus. Bcem nauuentam LleHTpa, NpoXOASLUMX TEHETUYECKUA CKPUHMHT, obecneynBaeTcs
KOH(pMAEHUMAINBHOCTb NEPCOHANbHBIX JaHHbIX U Pe3ynbTaToB reHeTUYeckoin MHpopmaumm cornacHo e3 ot 27
nons 2006 roga Ne 152-03 «O nepcoHanbHbIX AaHHbIXY.

HdopMmnpoBaHmeM poauTenen nauueHTa ¥ camoro nauueHTa O puUcKax BO3HUKHOBEHMS
HacneaCTBEeHHbIX (DOPM paclenuH nuua, M30NMPOBaHHbIX (POPM UMM aCCOLMMPOBAHHBIX C  APYrMu
CMHOPOMaMi pasBUTUS YEntOCTHO-NMLEBON 06acTi 3aHUMatOTCS YeHbl MEeXAUCUMNINHAPHON KOMaHzb!
LleHTpa. BaxHbIn acnekT Takoro B3auMOAENCTBUS — MOSyYeHre JOCTOBEPHOM MH(OPMaLMK O NpOrHosax
cTpatermn peabunutauuu. [lonbiTkOW paspabotaTtb MUHUManbHble TpebGOBaHWS OKa3aHWs MeAMKo-
FEHEeTNYECKOro KOHCYNbTUPOBAHMS Cpeay POaUTENEN HECOBEPLLEHHONETHUX NaLUEHTOB 3aHANACk accoLuaLms
Bpayen — Koponesckuit Konnemx Bpayeit 1 xupypros Benukobpuranun 1996 rogy (Shaw, 1996). Haw onbit
MeAWKO-TEHETUYECKOrO KOHCYNbTUPOBAHWA B POAUIbHbIX AOMAaxX M OETCKMX FOpPOACKMX 6onbHuuax CaHKT-
Metepbypra cBMaeTenbCTBYET 06 OTCYTCTBAW WAM  HELOCTAaTOMHOM WHC(POPMMPOBAHWM CO  CTOPOHI
MEOMLMHCKOrO nepcoHana Cemeil C HOBOPOXAEHHbIM PeBEHKOM O LenecoobpasHOCTV  BbINOMHEHUS
reHeTUYECKOTO UCCNEA0BAHNS, YTO M MOCIYXXMIO NPEAMETOM HaLLero Hay4Horo uHTepeca (YepHobpoBkuHa,
2020).

Pe3synbTathbl U 06CyxaeHne

[eHeTUYeCKOe NPOMUCXOXAEHWE pacluenuHbl Nuua Bhepeble MOATBEPAUNOCH paboton dorta
AngepceHa B 1942 rogy (Fogh, 1942). Bnocneacteum B MHOTOUMCTIEHHbBIX MUCCrnenoBaHnsxX bbina gokasaHa
MynbTU(AKTOPHas npupoda HacrnenoBaHus opodauuanbHoro aedekta, rae OnpeferieHHble reHbl B
COBOKYMHOCTW C BO3AENCTBMEM HEONAronpusTHbIX (PAKTOPOB BHELIHEN CPeAbl Bbi3blBANM pacliennHy nuua
(Cleft, 2009). K npumepy, reHeTn4yeckuin nopTpeT aMOproHa cknagpiBaetcs M3 Hebnaronony4yHom kombuHaLmm
reHoB obou poguTenemn, YTO B COYETAHUM C OENCTBMEM KOHKPETHBIX 3K30reHHbIX (PaKTopoB (hopmupyeTt
opochaymanbHbli 06nmk. [JocTOBEPHO 0GHAPYKEHO, YTO FeHbI, KOAMPYIOLLME hakTopbl TpaHcKkpunumm (TBX22,
MSX1 v gpyrue), daktopsl pocta (TGFA, TGFB3 u gpyrue), a Takke monekynbl agresun (Hanpumep, PVRL1)
BOBJIEYEHbI B 3TUONOMMIO pacLuenuHbl HEGa.
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BPOXAEHHOW pacLLEenuHoON nuua B cneuuanuanpoaHHom LeHTpe CaHkT-MNetepbypra

TexHonorusa TapreTHoro cexkBeHnposaHus HoBoro nokoneHust (NGS — next-generation sequencing) —
HeOTbeMIIeMbI BUOMEANLIMHCKUA WHCTPYMEHT YCTAHOBMEHUS MONEKYNSPHO-TEeHETUYECKX MEeXaHU3MOB Y
nauueHTa ¢ BPOXOEHHON pacLLenuHON Nnua, a Takke MoCnenylowero MOHUTOPUHTA OWHAMUKA Pa3BUTUS
COYeTaHHbIX (PopM pacienuH nuuya. penmyLiecTBa UCMOMNb3oBaHUs TakoM TEXHOMoruW noppasymeBaeT
O[HOBPEMEHHOE UCCMeAoBaHME HECKOMNbKMX 0BpasuoB, YTO [enaeT WUCCNedoBaHWEe Kak TOYHbIM, TaK W
9KOHOMMYECKN HamHoro Goree onpaBaaHHbIM B NepecyéTe Ha 0aHoro naumeHTa. ObcneaoBaHne NaLMeHToB ¢
UCMOMb30BaHWEM MYMbTUrEHHbIX NaHenen obecneyunt obHapyxeHne He TONbKO BeyLLMX MyTauuii y AaHHOTO
nauueHTa, HO 1 CBA3aHHbIX C MyTaLWAMU FEHOB, KOTOpble C BOMbLLION BEPOSATHOCTLIO MPUBEAYT K Pa3BUTUIO
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CMHAPOMOB W/vnn 3abonesanuit B Gyaywiem. [oHAMaHWe TakuX MPOrHOCTMYECKMX MEXaHW3MOB MO3BONMT
pa3pabaTbiBaTh NEPCOHNPULMPOBAHHBIE NMPEBEHTUBHBIE MPOrPaMMb.

3aknoyeHue
Pa3paboTaHHas Moaenb MEAMKO-TEHETUYECKOTO KOHCYNbTUPOBAHNS NALMEHTOB W UX POACTBEHHMKOB
obecneumna Bpayam CneLMan13npoBaHHOTO LiEHTpa Ans AeTeil ¢ opodhaunanbHeiMK pacllenuHam nuua
BepUUKaLMo HO30M0MMYeCckon (hOPMbI paclyenuHbl nuua. MonyyeHHble pesynbTaTbl MEAUKO-TEHETUYECKOrO
KOHCYNbTUPOBAHWS 11 NOCAEAYIOLLEN MONEKYNSPHON AUarHOCTUKA 06eCneYmBaloT BbICOKYHO MH(OPMATUBHOCTL
W KITMHUYECKY0 3HAYUMOCTb, YTO UCKMIOYUTENBHO LIEHHO [N CEMEN C OTArOLEHHbIM aHAMHE3OM.

PaboTa BbinonHeHa npu MHAHCOBOM MOAAEPXKW (hedepanbHoro rpaHta MpesuaeHta Poccuickon
O®epepaunn MK-2288.2020.7. ans maTepuanbHOA NOALEPKKM MONOAbIX POCCUMCKUX YYEHbIX — KaHAMOATOB
HayK 1 gokTopos Hayk B 2020-2021 rogax.
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Abstract

Effective genetic service for patients with left lip and/or cleft palate (CL/P) was launched in clinical center
for treatment congenital birth defects. Genetic and medical counselling was integrated into interdisciplinary
clinical protocols in patients with orofacial clefts.
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cleft lip and palate, orofacial defect, genetic counselling.
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