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lNokasaTenb

PesynbTtar

PedyepeHCcHble 3HavYeHns

1p36-MuKpoaENELMOHHbIN
cnHgpom (nokyc 1p36)

He obHapyxeHbl

Mwukpogeneuunin/mukpoaynn
nKaumi He obHapyxeHo

2p16.1-p15-MNKpoAENELNOHHBIN
cuHgpom (2p16.1-p15)

He obHapyxeHbl

Mukpogeneuunin/mukpoaynn
nKaumim He obHapyxeHo

2023.1-M1KpOaENEeLMOHHbIN
cuHgpom (nokyc 2q23.1)

He obHapyxeHbl

Mwukpogeneuuin/mukpogynn
nKaumim He obHapyxeHo

2q23.1-M1KpOAYNANKALNOHHbIN
cuHgpom (nokyc 2q23.1)

He obHapyxeHbl

Mwukpogeneuuin/mukpoaynn
nKaumim He obHapyxeHo

3929-MurKpoaEeneLmMOHHbIN
cnHgpom (nokyc 3g29)

He o6HapykeHbl

Mwukpogeneuuin/mukpoaynn
nKaumim He obHapyxeHo

3929-MurKpoaynMKaLMOHHbIN
cnHgpom (nokyc 3g29)

He oBHapy»xeHbl

Mwukpogeneuuin/mukpoaynn
nKaumim He obHapyxeHo

9922.3-M1KpOaENELMOHHbIN
cnHgpom (nokyc 9q22.3)

He oGHapy»xeHbl

Mwukpogeneuuin/mukpoaynn
nKaumim He obHapyxeHo

CuHOpPOM KoLlavbero Kpuka
(nokyc 5q)

He oGHapy»xeHbl

Mwukpogeneuuin/mukpoaynn
nKaumim He obHapyxeHo

LIS1-accounmnpoBaHHas
nuccaHuedganus (CMHapom
Mwunnepa-[ukepa/usonmpoBaHH
as nuccaHuedanus/ cuHapom
ABonHon kopbl) (nokyc 17p13.3)

OGHapyxeHo naTosfiormyeckoe U3SMeHeHue reHoTuna:
O6HapyxeHa geneuus B permoHe 17p13.3, xapaktepHas
ansa LIS1-accounmpoBaHHom nuccaHuedanum

Mukpogeneumin/mnkpogynn
MKaumi He oBHapyXeHo

Henpodmbpomatos 1 Tmna,
BbI3BaAHHbIN AeneLnen reHa NF1
(nokyc 17911.2)

He oGHapy>xeHbl

Mwukpogeneuuin/mukpogynn
MKauun He oBGHapyXeHo

Cungpom KANSL1-geneuuu
CBSI3aHHOWN YMCTBEHHOW
oTcTanocTtu (nokyc 17921.31)

He obHapy»xeHbl

Mwukpogeneuuin/mukpogynn
nKaumim He obHapyxeHo

Cungpom KANSL1-gynnuvkaumm
CBSI3aHHOWN YMCTBEHHOW
oTcTanocTtu (nokyc 17g21.31)

He oGHapy»xeHbl

Mwukpogeneumnin/mnkpogynn
nKaumi He oBHapyxeHo
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damunusg 1.0.: IPUMEP P.

CuHOPOM accouMMpPOBaHHbIN C
SATB2-geneuuen (nokyc
2q32-q33)

He obHapyxeHbl

Mukpogeneuunn/mukpogynn
nKauumm He oBHapyxeHo

Cungpom Bunbsimca-boripeHa
(7911.23 peneunoHHbIN
cnHgpom) (nokyc 7gq11.23)

He obHapyxeHbl

Mwukpogeneuunn/mukpogynn
nKaumm He oBHapyxeHo

CuHgpom Bonbda- XupxopHa
(nokyc 4p16)

He oGHapy»xeHbl

Mukpogeneumin/mnkpoaynn
nKaumi He oBHapyXeHo

Cungpom pgeneunn 15924
(cHapom ButteBeeHa-Konbka)
(nokyc 15924)

He oGHapy>keHbl

Mwukpogeneuuin/mukponynn
nKalui He oBHapy>XeHo

CuHgpom
Ouxopaxu/Benokapaonoda
LManbHbIA CUHAPOM (FOKYyC
10p14)

He o6Hapy>xeHbl

Mukpopeneuuin/mukpogynn
nKaumin He obHapyxeHo

CuHgpom
Ouxopoxu/Benokapgnoda
LManbHbIA CUHAPOM (FOKYC
22q11.2)

He oGHapy»xeHbl

Mwukpogeneuunin/mukpogynn
nKaumi He obHapyxeHo

Cungpom gynnukauumn 15q
(nokyc 15911.2-q13.1)

He obHapyxeHbl

Mwukpogeneuunn/mukpogynn
nKaumm He obHapyxeHo

CvHapom gynnvkaumu reHa
MECP2 (nokyc Xq28)

He obHapyKeHbl

Mwukpogeneuunn/mukpogynn
nKaumm He oBHapyxeHo

Cungpom KnanHgenbstepa
(ancommnsa X-xpomMoCOMbl y
MY>KUNH)

He oGHapy>keHbl

He oGHapy»xeHo
NaTonorM4eckoro
N3MeHeHus yucrna
X-XpOMOCOM

CuHgpom JlaHrepa-I'mgmoHa
(TpuxopuHodanaHreansHbIN
cuHgpow |l Tuna) (nokyc
8024.11-24.13)

He obHapyxeHbl

Mwukpogeneuunn/mukpogynn
nKaumm He oBHapyxeHo

Cungpom MNoToukunsllynckm
(nokyc 17p11.2)

He oGHapy»xeHbl

Mwukpogeneuuin/mukpoaynn
nKaumim He obHapyxeHo

Cungpowm Tlpagepa-Bunnm un
cvHAPOM AHrenbmaHa (nokyc
15q11.2-13)

He obHapyxeHbl

Mwukpogeneuunn/mukpogynn
nKaumm He oBHapyxeHo

CuHgpom PybuHwTenHa-Tenbu
(nokyc 16p13.3)

He oGHapy»xeHbl

Mwukpogeneumin/mnkpogynn
nKaumim He oBHapyXeHo

CuHgpom Cmuta-MareHuca
(nokyc 17p11.2)

He oGHapy»xeHbl

Mukpogeneumin/mnkpoaynn
nKaumi He oBHapyXeHo

Cungpom Cotoca (nokyc 5q35)

He oGHapy»xeHbl

Mukpogeneumin/mnkpoaynn
nKaumi He oBHapyXeHo
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CuHgpom TponHomn
X-XpOMOCOMBI (TPUCOMUS
X-XpPOMOCOMBbI Y KEHLLIMH)

He oGHapy»xeHbl

He oBHapyxeHo
naTonornM4ecKkoro
N3MeHeHus yucrna
X-XpOMOCOM

CuHgpom denana-Makepmunga
(nokyc 22913.3)

He obHapyxeHbI

Mukpogeneuunin/mukpogynn
nKaumm He obHapyxeHo

CuHgpom
LLepelweBckoro-TepHepa
(MOHOCOMUS X-XPOMOCOMbI Y
XKEHLLIMH)

He o6Hapy>xeHbl

He oBHapy»xeHo
naTonerm4eckoro
N3MeHeHus Jucria
X-XpomMocom

KommenTapuu k npo6e: MukpoXyIinKaimoHHbIe/MUKpOaeneinoHHbIe cHHApoMBl (MMC) mpeacTaBiaioT 000 TeTepOoTeHHYIO
TPYIITy TEHETHIECKUX HO30JIOTHH, XapaKTePH3YIOIHUXCS H3MEHEHHEM KOIMYIeCcTBa KOMUH ygacTka XpoMocoM. CHHAPOMBI TaHHOI
TPYTITBI Yalle BCETO XapaKTePH3YIOTCs HapyIIeHneM KOTHUTHBHBIX (YHKINH, 3a1€PKKOM pedeBOr0 PasBUTHS | 3a1ePIKKOU pocTa,
Pa3IUYHOTO POJIa CTUTMAaMH, TUCMOp(hHU3MaMu U MalTb(OpMAITUSIMH, 3aTParuBaloIne ITUPOKUH CTIEKTP CHECTEM U OPTaHOB.
Cuurtaercs, uro MMC gBISIOTCS OJJHOW U3 TJIaBHBIX TPUYMH CHHAPOMAILHOTO U HECUAPOMAIHLHOTO

CIIOPaANIECKOro OTCTaBaHUs B pa3BUTUH.

Jluccanuedanus, accounrpoBanHas ¢ reHoM LIS1 (cunnpom Musepa-/lukepa/ n3oimpoBaHHas TMCCOHIEDATNs/CHHAPOM JIBOHHOM
KOpBI), BBI3BIBACTCS AeNEHel In AyIIMKael yyacTka KopoTkoro mieda 17-ixpomocomsl (17p13.3), copeprxamieit ren LIS1.
Taxoke BO3MOXHBI TOUSUHBIE MyTAIlUX U APYTHE BUABI MyTalMi JaHHOTO TeHa. JInCcoHnedanust 1 CHHIPOM JIBOHHOM KOPbI
MIPE/ICTABIIAIOT COO0M KOPTUKAIbHBIE MAIL(OPMaLNH, BEI3BAaHHBIC HEJOCTATOMHOI MUTpallieil HEHPOHOB BO BpeMs SMOpHOTeHe3a.
Jluccannedanust XxapakTepu3yeTcst HapyIeHHEM Pa3BUTHS H3BHIMH T'OJIOBHOTO MO3Td — arupus U naxurupusa. CHHIPOM IBOHHOH

KOPBI OTHOCHUTCA K TPYIITIE

reTepoTonui ceporo BemecTra. [Ipu 1aHHO HO30JI0THH cepoe BEHIECTBOJIOKAIIM30BAHO MPSMO M0JT KOPOU TOJIOBHOTO MO3Ta U
OTJENICHO OT HeTO TOHKOH 30HOI HOpMaibHOTO Oernoro BemectBa. Cuanpom Munepa-Jlnkepa xapakTepu3yeTcs JHccIHnedantnei,
QHOMAIMSMH YEPETHO-JIUIIEBOTO CKeJIeTa M Cephe3HBIMH HEBPOJIOIHIECKUMI aHOMANUAMH. M301npoBaHHas JHCCIHLEhaTUI
XapaxTepusyeTcs JUcciHnehanuei 1 ee IpsIMBIMHI NOCIEACTBUAMI: OTCTaBaHUEM B Pa3BUTHH, YMCTBEHHONM HEJJOCTATOYHOCTBIO U
npunaakamu. B 80% ciyuaeB reHeTndeckas nepectpoiika BozHukaet de novo. Oguako B 20% ciiydaeB MyTalis BO3HUKAET B
pe3yabTaTe HANKNYUS cOATaHCUPOBAHHOM TPAHCIOKAWY y POIUTeNs. J{Jsl AMarHOCTUKY HCHOIb3yeTcs 30H kK reny PAFAHIBI1
(LIS1). UyBcTBHTENEHOCTH MeTOA T cuHApoMa-Munepa-Aukepa nocturaet 100%, ms n3onmupoBaHHOU TuccyHedaun 54%.

[IpencraBieHHBIC JaHHBIC H MHTEPIIPETAIHS PE3YIBTATOB COOTBETCTBYIOT pekoMeHmanmsaM American College of Medical Genetics, a

takke European Molecular Genetics Quality Network.

Z[aTa BBIINTOJIHCHUA UCCICAOBAHHS. WccnenoBanne BBITOIHUI:
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