CuHapoM bapae-bmnanga y nnoaa ¢ aHoManmaMm pacrnosioXXeHUs opraHoB

J1azapeBn4d AHacTacua AHaTO/NbEBHA
PecnybnmkaHCKMUM HayyHO-NpakTuyeckmn LeHTp “Matb n auta”, MmHck, benapycb

bBeneHmne

Cungpom bapae-buanis — 3To peaKoe reHeTHYEeCKoe 3a00IeBaHUE C ayTOCOMHO-PEIECCUBHBIM THUIIOM HACIEA0BaHMS U3 IPYIINbI IUINOIATUHH, CBSI3aHHOE C
auc(yHKIMEH IEepBUYHBIX PECHUYEK M XapaKTepU3yeTCs MHOKECTBEHHBIMH CHUCTEMHBIMM HapylieHHsMU. OCHOBHBIMH KJIMHUYECKMMM HpH3HAKAMMU
CUHApPOMA SBJSIOTCS. TOJIWJAKTUIINS, OXHUPEHHE, KOTOpO€ pa3BHUBAETCS B JETCTBE, 4YacTO MO IEHTPAJIbHOMY THNY, IIMTMEHTHBIM PETHUHUT —
porpeccupyromas AUCTpodus CeT4YaTKH, MNPHUBOAMAIIAS K IOTEpPe 3pPEHHUS K IIOAPOCTKOBOMY BO3PAaCTy; ITOYEYHbIE AHOMAJIMHU — KHUCTHI, THIIOILIA3H,
XpOHHUYECKass 00J€3Hb IOYEK; HAPYIICHUS PENPOAYKTUBHOM CHCTEMBI. Y MYXXYMH — THUIIOTOHAJWU3M, KPHUIITOPXM3M, Y JKCHIIMH — aHOMAaJMHU MAaTKH,
TUIIOIIA3Msl SSMYHUKOB, YMCTBEHHAsl OTCTAJIOCTh — BapbHUPYET OT JIETKOM 10 yMEpeHHOM. JIpyrue BO3MOKHBIE CHMIITOMBI. CaxapHbI aUa0eT, aTakcus,
TMIOCMUS (CHIDKEHHE OOOHSHMS), BpoxkaeHHbIC mopoku cepana (BIIC). (pucynok 1) Cungpom bapae-bumis — rereporeHHoe 3a0oiieBaHHE, CBI3aHHOE C
myTanusaMu B 6ojiee ueMm 20 renax (BBS1-BBS21). Haubomee yacto BcTpedarorcs mytanuu B BBS1 nu BBS10. OTu reHsl KogupyioT O€/IKU, YJ4acTBYIOIIKE B
MHTpaduareIapHOM TpaHcHopTe. JMarHoCTHKa dYalle BCero IIOCTHaTalibHas, OCHOBaHA Ha KIMHHUYECKUX KpUTEPHUSX (OCHOBHBIE M JOIOJIHHUTEIIbHBIC
PU3HAKK) U MOJATBEPKIAECTCS T€HETUYSCKUM TeCTUpOBaHUEM. IIpOrHo3 3aBUCHUT OT TSKECTH MOPAKEHUS MOYEK U IporpeccupoBaHus peTuHutTa. CpeaHss
IPOAOJIKUTEIBHOCTD KU3HU MOXET ObITh CHH)KEHA M3-3a IMOYEUHBIX OCI0KHEHUM. [IpenaranpHas quarHocTuka cuHapoMa bapae-buiiist mo3BoiaseT BBISIBUTH
3a00JI€BaHME y II0a BO BpeMs OEpEMEHHOCTH, OCOOCHHO B CEMbSX C OTATOIICHHBIM aHAMHE30M (€CIIM Y POJIUTENEH yKE €CTh pEOCHOK ¢ CHHIAPOMOM bapje-
bunis wiad OHU SIBIISIFOTCS HOCUTEISMU MAaTOINEHHBIX MyTamuii). OaHaKo yabTpa3BykoBoe uccieaoBanue (Y3I) He saBiaseTcs cneluu(@UUHbBIM IS CHHApOMa

bapnae-buisd, Tak Kak 3TH NPU3HAKKA BCTPEYAOTCS U MPU APYTUX CUHIAPOMAX.

L{esib

Onwucarps ciiydald NpeHaTrajJbHOW JWMArHOCTMKH W MAaTOMOP(OJIOTrHMYECKOM BepuUUKAIMK cUHApoMa bapae-bumis y mpobanja ¢ peakuM KIMHHUYECKUM
MIPU3HAKOM, TAKMM KaK CUHJIPOM I'€TEPOTAKCHH.

Marepuasibl 1 METOAbI

Y3U npoBoauinock B OTAeIeHUU npeHatanbHoi nuaraoctuku PHIIL «Mares u nuts» Ha ammapare Voluson 730 Expert rpancabmoMuHanbHbM (4-8
MI'11) gatunkoM. Ilocne npepriBaHMsT OEPEMEHHOCTH MO0 MEIUKO-TEHETUUECKUM MOKa3aHUSAIM OBLIO MPOBEACHO NaTOMOP(OJIOTMYECKOE UCCICIOBAHUE

B CTEPHJILHBIX YCJIOBHUSIX I0J OMHOKYISIPHBIM CTEPEOMUKPOCKOIIOM, OCHAIIICHHBIM ITU(POBOM KaMEPOH.

Pe3y/ibTatbsl 1 O6CYIKAEHNS

[IpoGana — oz 20 Henenb recTalii MY»KCKOTO TM0JIa, MOJYUYEeHHBIA IMMyTEM MPEephIBAHUS OEPEMEHHOCTH MO MEIUKO-TEHETUYECKUM ToKazaHusM. [1o
nanabiM Y3U BeisiBieH BIIC: arpuoBeHTpukynsipHas koMmmyHukauus (ABK), monHas ¢opMa, JexkcTparo3uiids aopThl, OuaaTrepaibHas BEpXHss IoJias
BeHa (BJIBIIB), Bropuunas kapaunoMuonaTus (TUIEpTpodus CTEHOK MHOKapJa 000uX JKEeIyA0YKOB, THApONepruKapa), Opaaukapaus. BeicTaBieH cuHIpoM
rerepoTakcuu. [Ipu matomMopdoOru4ecKoM HUCCIEA0BAHUM JTUArHOCTUPOBAaH cuHIpoM bapae-bummis (rmocrakcuanabHas NOMUIAKTAIMS THII A KUCTEH U
CTOII, IMOJIMKHCTO3 MOYEK, CHHApPOM rereporakcui, JieBbiii m3zomepusMm: BIIC: ABK, nonnas ¢opma, BJIBIIB, nBynoneBbeie Je€BO€ M MpaBO€ JIETKHE,
MOJINCIIJICHHS, HECOCTOSIBIIMMCS IMOBOPOT KHUIIEYHHKA). (pucyHOK 2) CuOc mpobaHma — JeBouka 8 JIET ¢ MHOXXECTBEHHBIMH IIOPOKAMHU Pa3BHTHAL.
[IpoBeaeHO MEIUKO-TEHETHYECKOE KOHCYJIBTHPOBAaHUE MpOOaHAa C I1I€JIbI0 YTOUYHEHUS JWMarHo3a, B XOJ€ KOTOPOI0 TaKXKE€ BBICTABICH KIWMHHUYECKHUU
aMarHo3 cuHapom Oapae-buans (mocTakcuajabHas MOJUIAKTHINS IMPaBOMl KUCTH, 00€MX CTOI, OXKHPEHHE C pPaHHEro mepuoja C MPOrpecCUpyrOIIUM
TEYCHUEM, XPOHMYECKas MOo4YeyHas HEJAOCTAaTOYHOCTh Ha (OHE IMOJUKHUCTO3a MOYEK, 3aJepKKa IIcMXo-MoTopHOro paszButus, BIIC: nedekr
MEXIIPEACEPIHON Teperopojiku). IIpoBeneHO MOJEKYISIPHO-TEHETHYECKOE HWCCIECIOBAHUE IIOJJHOTO HK30Ma, BBISABICHBI MATOIN€HHAsT W BEPOSTHO
naroreHHas mytainuu B reHe BBS7. Takum oOpazom, cunjpoM bapae-bujis cioxkeH Kak Jjid IpeHaTajlbHOM, TaK W JJIS MOCTHATaJbHON JIMAarHOCTHUKHU
BBHU/IY PEAKOM BCTPEUYAEMOCTH U (PEHOTUMUYECKOM BapualdebHOCTH. Hamm ciydyan noaTBEpkIat0T (PeHOTUIMHUYECKYIO BapruaOECIbHOCTh JAXKE Y POIHBIX
cuocoB. CHHAPOM TIeTepoTakCud B cocTaBe cuHjapoma bapae-bumis y npobOaHga HaMu ONMCAH BIEPBBIC, OJHAKO B EAMHUYHBIX ITyOJHUKAIUAX
YIOMHUHAIOTCS MAaIlMeHTHI ¢ cHHApPOMOM bapnae-bumims u Situs inversus. IlpenaranpHble MpU3HAKK CHHApPOMA (HA OCHOBE JIMTEPATYpPhl M KIIMHUYECKHX
ClIydacB) MOTryT ObITh Hecrnenuduuubel. [lommmakrunusa (IIOCT- WM IpeakcHalabHAas) — HamOoyee YacThIM MPH3HAK, BBIABISeMbIM BO |l TpmmecTpe.
OpnHako, B MPEACTABICHHBIX HAOIIOACHUS MOJMUIAKTWINS HE Obla JUArHOCTHpoBaHA mpu Y3M, BO3MOXHO, BBUIY AaKIEHTA BHUMAaHHUS CIEHHATINACTA

PEHATAIBbHOW JUArHOCTUKU HA 00JIEE TSIKEIbIE OPOKHU CEPALIA, TTOYEK.

15123/:10)1]2),

1. BriepBbie onmcan cirydyau cuHpoma bapae-bunisg ¢ CMHHIPOMOM Te€TEpOTAKCHH, YTO PACIIUPSIET KIIMHUYECKHUE TPOSBIICHUS] CHHIPOMOB.
2. Jlns cunapoma bapae-buisa xapakrepHa (heHOTHUIIMYECKAs BApHAOEIbHOCTh, B TOM YHMCJIE€ Y POJIHBIX CHOCOB.

3. OTcyTCTBHE ITATOTHOMOHUYHBIX Y 3M-MPU3HAKOB 3aTPYAHSIOT IPEeHATAIBHYIO0 IMAarHOCTUKY cuHApoMa bapae-buamsa [Ipu npeHaTaibHOM TMAarHOCTUKE
aHOMAaJTH# TTOYeK (THIEPAXOTCHHBIC MOYKH, KHCTHI, TUIOIIA3Ks ) HEOOXOAMMO OIEHUBATh KMCTH U CTOIIBI HA TIPEAMET BBISBICHUS MTOTUIAKTHIIHH.

4, TeHernueckass TETEPOreHHOCTh cuHApoMa bapae-buans (Myramuum B Oonee 4yeM 20 TreHax), OUKTYeT HEOOXOAUMOCTb IIPOBEICHMS
IOJJHOTEHOMHOTO/3K30MHOTO0 CEKBEHHPOBAHUS, YTO MO3BOJUT IMPOBOAUTH MPEANMILIAHTAIMOHHYIO WM WHBA3MBHYIO IPCHATAIBHYIO JUArHOCTHUKY C

TAPIrcTHBIM dHAJIM30M HN3BCCTHBIX MYTaHI/Iﬁ B CCMbAX C OTATOINCHHBIM dHAMHC30M.
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PucyHok 2 — A-CxeMaTu4HOE U300p0OKEHHE TTPU3HAKOB JICBOTO
M30MepU3Ma CUHApPOMA rereporakcuu, b- Mmopdosornyemkue
Makpomnpenaparsl (COOCTBEHHOE HAOIIO/ICHUE)

Pucynok 1 — A-BHemHul BuI naneHTa ¢ CMHAPOMOM bapae-buis;
b-nmommaxktuimg tun A

KoHuuKT nHTEpECOB ABTOPBI 3a5IBJISIFOT 00 OTCYTCTBUY KOH(JIMKTOB HHTEPECOB



