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B Hacrosinieil HHCTPYKUMU 1O MPUMEHEHUIO (Jaee — UHCTPYKLMS) U3JI0KEH
aJITOPUTM MPEHATAIBHOW TUATHOCTUKU U MEAUKO-TEHETUYECKOT0 KOHCYJIbTUPOBAHUS
IIPY BBISIBIICHUU MOPOKOB Pa3BUTHS LieHTpaibHOU HepBHOU cuctembl (LIHC) y mnoaa
WM TIPY TUTAHUPOBAHUU OEPEMEHHOCTH B CEMbSIX, UMEIOIIUX JETEH ¢ BPOKICHHBIMU
nopokamu paszputusi (BITP) ITHC, koTopblit MOKET OBITH MCIOJIB30BAH B KOMILICKCE
MEUIMHCKUX MEPONPUATHH, HAMPaBICHHBIX HAa MPOMUIAKTUKY POXKIACHUS JETEH C
BIIP IIHC, BHOCSIIMMHU CYIIECTBEHHBIM BKJIaJ B IEPUHATAIBLHYIO CMEPTHOCTb,
JETCKyI0 3a00J7eBaeMOCTh M HWHBATUAHOCTh. WHCTpyKUHS MpenHa3HayeHa IS
Bpayel-aKylIepOB-TUHEKOJIOIOB, Bpadye€dl YJIbTPa3ByKOBOW JMATHOCTHUKH, Bpayeu-
TEHETUKOB W JAPYIMX Bpadyeu-CIECHHAINCTOB OpPraHU3alud 31paBOOXPAHEHUS,
OKa3bIBAIOIIMX MEIULIHUHCKYI0 MOMOIb OEpEMEHHBIM U AETSIM B aMOyJNaTOpPHBIX U
CTallMOHAPHBIX YCIOBUSX.

IMNOKA3AHUA K IPUMEHEHUIO
1. Beisisnienue y mnoaa BITP ITHC B | u |l tpumectpax 6epeMeHHOCTH.
2. [InanupoBanuie OepeMEeHHOCTH B ceMbe, umerolei pedernka ¢ BITP ITHC.

MPOTUBOINOKA3AHUSA JJIS1I IPUMEHEHUSA
OTCyTCTBYIOT.

AJuroputm npesarajabHoi fuarnoctuxku BITP ITHC

1. Ckpununrosoe Y3U mona | u |l TpumecTpoB B COOTBETCTBHM € MPUKA30M
MunucrepctBa 3apaBooxpanenus PecnyOnuku bemapyce Ne 83 ot 30.01.2012
«O CcOBEpUICHCTBOBAHUU OpPTaHU3ALMK MPOBEACHUS MPEHATAIBHBIX YIIBTPA3BYKOBBIX
MCCJIEIOBAHUIA 10 BBISBICHUIO TMOPOKOB PA3BUTHUS U XPOMOCOMHOW MATOJOTUHU Y
monaa B Pecniyonuke benapychby.

2. BoiaBnenue ctpyktypHbix anomanuit [JHC.

3. Pactmupennoe Y3U s mOMCKa/MCKITFOYEHUS COIMYTCTBYIOIIUX ITOPOKOB
npyrux otaenos [THC.

4. Ytounenne mnopoka paszButus I[HC ¢ wucnonp3oBaHueM TpexMepHOM
axorpadumu.

5. MPT romoBHOro mMo3ra u/vim MO3BOHOYHHKA W CIIMHHOTO MO3Ta ILIOAA IPH
HEJI0OCTaTOYHOUW WH()OPMATUBHOCTH YJIHTPA3BYKOBOTO MCCIIECIOBAHUS ISl YTOUHCHUS
dbopwmsl u Tsxectu BITP [THC.

6. Paciupennoe Y3UW muoga mis MOMCKA/MCKIIOYEHUST TTOPOKOB Pa3BUTHS
JIPYTUX OPraHOB/CUCTEM.

7. lluToreHeTHYECKOE HCCIICJOBAHUE — OWOMNCUS BOPCHUH XOPHOHA WJIU
aMHUOIIEHTE3 C HMCIOJIb30BAaHUEM CTaHAAPTHOIO IUTOTCHETUYECKOrO aHalv3a IS
BBISIBJICHUS/MCKITIOUEHUST YUCIIOBBIX WJIM CTPYKTYPHBIX abeppaluii XpOMOCOM.

8. MoneKyIsipHO-IIMTOTEHETUYECKOE UCCIIEIOBaHHE —
BBISIBJICHUE/UCKIIIOUEHUE MUKPOCTPYKTYPHBIX IEPECTPOEK XPOMOCOM.

9. MoneKkynsIpHO-TEHETUYECKOE HCCIEIOBAaHUE — OINpEACTICHUE MYyTallHid,
XapaKTEePHBIX 11 MOHOT€HHBIX CHHIPOMOB, MOHOTeHHBIX (hopm BIIP ITHC.



AJITOPUTM MeIMKO-T€HeTUYeCKOr0 KOHCYJIbTHPOBAHUS 0OepeMEeHHbIX NMpPH
BbisiBjieHnu BITP ITHC y miioaa

1. Meauko-reHeTHYecKoe KOHCYJIbTUPOBAHUE MO pe3yJibTaTaM MpeHaTaIbHOIO
KapUOTUNUPOBaHUsA, Y3U 1 Apyrux BU3yalu3HpyOIKUX METOAOB nuarHoctuku BITP
IHHC miona, omeHka reHeTwdeckoro pucka mno mnopokam IIHC, renetmueckum
CUHApPOMaM U XPOMOCOMHBIM 0ojie3HaAM y mioga ¢ yueroM vactotel BIIP [THC npu
F€HETUYECKUX CHHAPOMAX PA3JIMYHON ATHOJIOTHUHU.

2.1lpu  BBISIBICHUM CTPYKTYpHOW aHOMajiMM XpOMOCOM Y  IUIoJa
LIATOI€HETUYECKOE UCCIIEIOBAHNE KAPUOTHUIIOB POAUTEIIEH.

3. [Ipu muaraoctuke BIIP [ITHC wnmm reHeTHYECKOro CHHAPOMA C TTOPAKEHUEM
[HHC npoBOAMTCS OIIEHKA MIPOTHO3A JIJIsl )KU3HU U 3JI0POBBS IJI0Aa/peOCHKA.

4. ITpu BesBiennun BIIP [ITHC y miona koHCynbTalus Bpada-HEHMpoOXupypra
JUIsl yTOUHEHUsI 00b€Ma U CPOKOB BO3ZMOXKHOTO XUPYPIHUECKOIO JIEUEHUs PEOCHKA.

5. [Taromopdonornyeckoe wucciaeoBaHUE IUJI0JIa B Cily4yae MpepbIBaHUS
OEpEeMEHHOCTH TI0 MEIUKO-TEHETUYECKUM MTOKa3aHUSIM.

6. OcMOTp HOBOPOXKJIEHHOTO BpPAYOM-T€HETUKOM, OIPEACICHUE TaKTHUKH
JOTIOJTHUTENBHOTO  00CieoBaHus (MHCTPYMEHTAIILHOTO U JabOpaTOpHOTO) U
JTUHAMUKHN HAOJIOICHUS.

AJITOPpUTM MEIUKO-TeHEeTHYEeCKOI 0 KOHCYJIbTHUPOBAaHMS npu
IVIAHMPOBAHNH 0epPeMEHHOCTH B ceMbe, uMernleil pedenka ¢ BITP ITHC

1. COoop axkymepckoro aHaMHe3a, YTOYHEHHUE BO3JCUCTBUS BO3MOXKHBIX
TE€paTOreHHbIX (PAKTOPOB PU OEPEMEHHOCTH MPOOAHIOM.

2. AHanu3 pOAOCIOBHON HE MEHEe 4YeM B TPEX MOKOJEHUSX C yKa3zaHHUEM
HAJIMYKUS  BPOXKICHHOW WM HACIEACTBEHHOW TMAaTOJIOTUM Y POACTBEHHUKOB
pOAUTEIEH.

3. Knmuanuecknit ocMoTp mpobania, KOHCYIbTAlMH Bpadeii-CIEIMaTUCTOB 10
IIOKa3aHUAM, Ha3HAYECHHUE JOMOJHUTEIbHBIX METOIOB UCCIIENOBAHUS JJIsl YTOUHEHUS
Hozosorndeckoit ¢opmsl BIIP [IHC wu BwisBienus/uckimtouenusst BIIP  npyrux
OpPraHoOB U CHUCTEM.

4. KnuHudeckuit  OCMOTp  poauTeneid W cuOcoB mpobaHma, JpPyrux
POACTBEHHUKOB I10 MOKA3aHUSIM.

5. Uccnenoanme ronoBuoro mosra (MPT/KT) pomurteneit, cubcoB u npyrux
POJICTBEHHHKOB TIPOOaH/Ia MO MOKA3aHUSIM.

6. [Ipu Hamuuuu y peOGeHKa MHOKECTBEHHBIX BPOXKJICHHBIX MTOPOKOB PA3BUTHS
(BITP HHC B coueranuu ¢ BIIP apyrux cucrtem), IMTOr€HETUYECKOE UCCIIEI0BaHNE
y mpoOaHa.

7. 1lpu MCKIIIOYEHUH YHUCIIOBBIX U CTPYKTYPHBIX XPOMOCOMHBIX abeppariuit
MOJIEKYJISIPHO-IIUTOTEHETUYECKOE UCCIIEIOBAHUE JJISI UCKITFOUEHUST MUKPOIIEPECTPOEK
XPOMOCOM.

8. IHK-mnarnocTrka 11 MCKITIOYCHUS/yTOYHEHUST MOHOTEHHBIX CHHIPOMOB
10 TIOKa3aHUsM.

9. Ilpu yrounenun Hozonorudeckoi Gopmsl BIIP ITHC, BeisiBeHun cunapoma
MHOXkecTBeHHbIX BIIP (MBIIP) MOHOreHHOW STHOJIOTMM WJIM YCTaHOBJICHUHU
HeknaccuduiupoBanHoro komiiekca MBIIP  (HK MBIIP) omnenka pucka
MOBTOPEHMUSI JJIs1 CHOCOB.



10. [Ipn nmnanupoBaHuK OEPEMEHHOCTH OMpe/eiIeHNEe TAaKTUKHU MpeHATaTbHON
JUarHOCTUKH.



[punoxenue 1
CIPaBOYHOE

CuHApPOMBI ¢ IOPOKAMM PA3BUTHS HEPBHOI TPYOKH

CHHIPOM,THII HACJIEIOBAHUSA

ITopoku pa3BUTHS HEPBHOM

Yacrora BcTpeyaeMocTu

TPYOKH XPOMOCOMHBIX CHHIPOMOB NPH
BIIP HepBHOI TPYOKHU
XPOMOCOMHBIE CHHIPOMBI 7%
Tpucomust 13 CHnHMHHO-MO3T0Bas TPhDKa 7-18 %
AmndHuedanus
DHiedanonesne
Tpucomus 18 CNnMHHO-MO3r0Bast TphKa 6 %
AndHIEpanus
DHuedanouesne
Tpucomus 9 CnMHHO-MO3r0Bast rpeokal18 %
AHsHIEanus
Hpyrue ayTocoMHbIE CruHHO-MO3roBas IphhKa Cropaguyeckue ciydau
aHEYyIUIOU U AndHIEpanus
DHiedanonesne
Yactru"ast MOHOCOMHUSA 13 aHdHIehanus 0,5%
Jpyrue cTpyKTypHbIE CrimHHO-MO3roBasi rpbbKa Cropaguyeckue ciydau
IIEPECTPOMKHU AndHIEpanus
DHuedanouesne
Tpunnonaus CrimHHO-MO3roBas rpbbka 27 %
AmndHueanus Cnopaandeckue cirydan
OHuedarnonene 3%
MOHOI€HHBIE CUHIPOMBI Yacrora BcTpeuaemoctu BIIP
HEPBHOU TPYOKHU
Cunnpom Mexkkens OHuedanonene 88 %
ayTOCOMHO-PELECCUBHBIIN AmndH1ueanus 4%
CHMHHO-MO3roBasi rpbhkKa 8 %
AKpOKaJUIE3HBIN CHHIPOM AndHuedanus 9%
(Iuamens) CruHHO-MO3roBasi rpbhka
ayTOCOMHO-PELIECCUBHBIN
Cungpowm Xybepa u DHuedarnonene 15 %
AHAJIOTUYHBIE CHHIPOMBI CrmHHO-MO3TrOBast TPhIKa
ayTOCOMHO-PELIECCUBHBIN
Acconuanuu
AJIAM-koMItIeKc AndHuedanus 38 %
CIIOpaJIMYECKHC CITYIan DHuedanornene 28 %
CrimHHO-MO3r0Basi rpbKa 11 %
Accoumanus pacienvs AndHuedanus 60 %
CIIOpAJIMYECKUC CITYIan DHuedanornene 23 %
CrinHHO-MO3roBas rpebxa 32 %
AHomanus cre0is Teina AmndHIIEhaTHS
CHOpaJNyYecKue CiIyqyau DHuedanouene
OEIS CnnHHO-MO3roBasi rpbhkKa 50 %
CIOpaJIMuECcKUe CIydyau
Knunnens-®eitns CnuHHO-MO3roBasi rpbhkKa 5%
CHOpaJMyecKue Ciiyqyau




DOMOpHONaTHH BCIIEACTBUC
JIEHCTBHSI TEPATOTCHHBIX
(haKTOpoB

Junabernueckas aMOproNaThs

CHMHHO-MO3roBasi Ipbhka
DHuedanomnene

Banbsnpoesast sMmOpronaTus CNHMHHO-MO3I0Bast TPhKa 8 %
CKeJIeTHbIC TUCTUIa3HU

CHOHIMIOKOCTAIbHBIA CnMHHO-MO3T0Bas TPhKa 14 %
JTM30CTO3

aYTOCOMHO'peHeCCI/IBHHﬁ

HecoBepiienHnslii ocreoreHes AmndHIehanus Cnopanuueckue ciydan
ayTOCOMHO-IOMUHAHATHBIH,

myTtanuu de novo

TanarodopHas aucruiazus Ouuedanouene Cropaguyeckue ciydau

JOMMHAHTHBIC MyTallMHu de novo




[punoxenue 2

CIIPAaBOYHOC
Cunapomsl ¢ roaonpo3’auedaauneit (I'TII)
Ha3Banue cunapoma, THII JluarHocTuyeckue NpU3HAKH Yacrtora
HacJIeI0BaAHUA BCTPE4YaeMOCTH
ram, %
XpOoMOCOMHBIE CHHIPOMBI
AyTOCOMHBIE aHCYIIJIOUTUU B 3aBucumoctd oT 006eMa gucOazanca 24-47 %
Tpucomus 13
Tpucomus 18
TPUILIONINS — CTIOPATTICCKUC
ciydau
YaCTHYHBIC TPHCOMUU
MUKPOJIeJICIIHH
MoHoOreHHble CHHAPOMbI .
N3onupoBanHas ['TID anobapunas — cemunobapuas —|82 %
HecuHipoManbHas ['TID nobapHas
ayTOCOMHO-IOMHUHAHTHBIH C ['unortenopusm
HETIOJIHOW MMEHETPAaHTHOCThI0  |EnuHCTBEHHAs T1a3Huna
ITpoGocruc
EnvHCTBEHHBIN BEpXHUU pe3ell
AxpodanumanbHbIi 1130CTO3 I'T5 43 %
ayTOCOMHO-PELECCUBHBIN @pOoHTOHA3AIbHAS JUCIIIA3HS c
pacuiennHoi Heba
Mukporenuss Mukporus
Yxopouenue/penykunonasie BITP
KOHEYHOCTEHN
ATtemHuedanim — |NIIC) 80 %
MUKpoLealTui CUHAPOM ATtemHuedanust/Mukponedanus
ayTOCOMHO-PELECCUBHBIN [IpenaranpHas runoriasus
Kocomanocts
BIIP mo3xeuka
Pacmenuna ryos/neba
e Maiiepa—3emena I 100 %
CUHIPOM Muxkpouedanus
ayTOCOMHO-PELIECCUBHBIN AreHe3usi MO30JIUCTOTO TeNa
Pacmenuna ryosi/ueda,
BIIP kocrelt Hoca
BIIC
JInga cunapom I'TID Cunotus 65 %
(roomnipo3sHIedanus Amnnazus/Tsokenasl  TUIOIUTa3usl  HUDKHEH
C CHHOTHEH), ayTOCOMHO- YEITOCTH
PELECCUBHBII Huxnonus/BITP rinaz Mukpocromust




Mexkkens—I pydepa
CHUHJIPOM ayTOCOMHO-
pEeLeCCUBHBII

'

UYepenHo-M03roBas rpbrka
BIIP mo3:xeuka
IMonumakTumus
ITonukucTo3 moyex

25 %

[Tannucrepa—Xomna
CHUHJIPOM
ayTOCOMHO-PELIECCUBHBIH

I'TID
I'amapToma mMo3ra
Pacuiennna Heba

IHomnmakTuausg
BIIP nmouek

33 %

IIceBnorpucomus 13
ayTOCOMHO-PEICCCUBHBIIN

'

ATeHe3Hs1/TUITOIIIA3HsI MO30JIUCTOrO
Tena

IMuaponedanus

MuxkpodTransm

Pacuiennna Heba

IMommpaxkTrims

80 %

IMOpuonaTusi BCjaeICTBHE
nefcTBHUSI TEPATOT€HHbBIX
(daxTopos

AJnkorosbHas s MOpHONaTHS

1o

AI'M

Muxkpouedanus

AreHe3ust MO30JIMCTOTO TeNa
BIIC (JAMXKII, IMIIIT)
PI'/H

12 %

Junabernyeckas sMOpHronaTus

I

I'uapouedanus

I'unonnasus KPECTIIOBOTO oTIena
[I0O3BOHOYHMKA

['unonnasus 6eIpeHHbIX KOCTeH

ITopoxu MIIC

BIIC

19 %




[punoxenue 3
CIPaBOYHOE

CuHapoMbl ¢ areHe3uei/runomniasuen mos;xeuka (AI'M)

Ha3BaHnue cuHapoMa, TUIl
HACJeT0BAHNUSA

JImarHocTuyeckue NMPU3HAKHA

YacroTa
BCTPEYaeMOCTH
AI'M, %

XpoMOCOMHBIE CHHIPOMBI

aHeYIUIOUIUU: Tpucomus 13 19%
Terpacomust 12p (cungpom |AT'M 14 %
[Tannmucrepa -Kumunana) ['mapouedanist/BeHTPUKYIOMET NS

PH

Kucter mouex/runponedpos

BIIC

JmadparmannHas rpebka
Monocomust 5p (cuHIPOM AT'M 10 %
KOIIIAYbETr0 KPHKA) Mukporupust/IIOTUTHPHst

IMuaponedanus

XapakTepHbIN IU1a4

Muxkponedanus

BIIC

ITopoxu MIIC
MoHOTeHHbIe CHHAPOMBI
curapom XKyoepa, ATM  (MPT-mpusnak  «molar  tooth»)|100 %

ayTOCOMHO-PELECCUBHBIN

['MnoToHus y HOBOPOXKIEHHBIX
Arakcus
3agepikKa pa3BUTHS

Cunnpom bapne-bunns
ayTOCOMHO-PELECCUBHBIN

ATM
IHomnmakTniansg nocTakchaibHas
BIIP nouek (rumoruia3usi, KUCTHI,

Enunanuneie cnyyan

rusipoHedpo3s)

THIIOTOHAU3M
Cunapom Mekkest AT'M 80 %
ayTOCOMHO-PELECCUBHBIN 3arpuiouHOE 2HIIeanonene

IonmupakTninns

ITonukucTo3 Mmouex

Kuctsl/(hubpo3 nevenu
Cunrnpom ATM 22 %
poronuienanblieBoi 1 Tuna |AreHe3usi MO30JIMCTOTO Tea
X-CIEIJIEHHBIN [Ipe- n mocTakcuanbHask MONUAAKTHIINS
JOMUHAHTHBIN KHCTeN

[IpeakcuanbHas MOIUAAKTUIUS CTOI

JInmoM®I A3BIKa

PH

IlonukuCcTO3 TTOYEK
Cunapom ATM  (MPT-npusuak  «molar  tooth»)[40 %
Poronuuenansuesoit 1V tuna |[Ipeakcuanshas MOJIMIAKTHIIN cTon
ayTOCOMHO-PEIECCUBHBII TlocTtakcuanbpHasg MO TAKTUIIUS

Ykopodenue pebdep
Kuctel noyek




CHHIPOM AT'M (uepBs) 48 %
Poromuuenansuesoii VI tuna|l"amapromsl s3b1ka
ayTOCOMHO-PELIECCUBHBIH LenTpanpHas NOTUAAKTHINS KUCTEH C
Y-00pa3HbIM CIHSHUEM MeTaKapHaaIbHBIX
KOCTe!
Cunapom CHHOTHH— AI'M 15 %
TOJIOTIPO3’HIICPATUN I'Ts
ayTOCOMHO-PELIECCUBHBIH l'unomnasus runodusza
Muxponedanus
Cunorus
['unonnasus HUKHEN YeroCTr
Mukpornoccust
Cunapowm Jlenemana— AI'M 40 %
Ooptyuc [Mopsuuedanus
(oxynoaepMaibHbIN) AreHe3nst MO30JINCTOrO TeNa
myTanuu de novo Kuctor opOutsr
MuxpodTansm
ATpodus KOXKHU-+TATHIITIOMBI
IMOpuonarus BCJeICTBHE
JeifiCTBUS TePaTOreHHbIX
¢akropos
AnxoronbHasg sMOpuonarus |AI'M 10 %
I'To
Muxponedanus

AreHe3ns MO30JUCTOTO Tejia
BIIC (AMZKII, JIMIIIT)
PI'/H




