HAYYHO-NPAKTUYECKMUU LIEHT

IVIRID VI Aviiln

l 'Y PECNYBAUKAHCKUU

BBE/I[EHHUE
XpOMOCOMHBIM AucOajiaHC SBJSETCS YacTou
IIPUYNHOU MHO>KECTBEHHBIX BPOKIEHHBIX

IIOPOKOB Pa3BUTHUA U HapyIIeHUS PAa3BUTUA Y
nerer. COBpeMEHHOE pa3BUTHE TEXHOJIOTUMU,
TAKUX KakK CpaBHUTEJIbHAA reHOMHasI
ruopuanzanusa (aCGH), mno3BoJjisieT BbBISIBIATD
na)ke HeOOJIbIIINE IEPECTPOUKU, KOTOPbIE PaHeEe
OCTaBAJINCh HeAUArHOCTUPOBAHHBIMU. OOHUM U3
PEIKNX, HO KJIMHUYECKH 3HAYMMbIX HapyHIeHUU
ABJIAETCA MUMKpOJesenus KOPOTKOro Injieda
XPOMOCOMBI 19 B JIOKyCe 13.2-13.12. ITOT PEruoH
XapaKTepU3yeTCA BBICOKOM IIJIOTHOCTBHIO T'€HOB. B
0aze ganHpii DECIPHER u  JOCTyIIHBIX
JINTEPATYPHBIX HCTOYHHKAX IIPECTaBJIEHBI OKOJIO
40 TAIMEHTOB C MUKPOJEJIENEN JIOKyca 19p12-
13, pa3mepoM oOT 0,16 10 2,4 Merabas,
BKJIIOUAIOIIEr0 OT 10 10 30 reHoB. Cpeau reHos,
BXOZISAIINX B IeJIeTUPOBAHHBIN PETHOH
BCTPEUAKOTCA  KaHAWZAThl, Yy4YacTBYIOI[E B
dopmMupoBaHuN H/WaN  PYHKIIMOHUPOBAHUU
HEPBHOM CHCTeMbI. Jlesenuu MJaHHOTO JIOKycCa
ACCOIIMUPOBAHbBI C TSKEJBIMH (PEHOTHUIIAMH,
BKJIIOUAIOIIMMM  3aZIEP:KKY  IICUXOMOTOPHOTIO
pPa3BUTHSA, CYJOPOTHd, THUIIOTOHUIO, CKEJIETHBIE
aHOMAaJINH, JINIIEBbIE TUCMOPPUU

MATEPHAJIBI H METO/IbI

IIpobGang — neBouka B Bo3pacTe 11 mecsueB OneHka
(U3MYECKOro pa3BUTHA peOCHKAa IIpOBEACHA C
MCITOJIE30BAaHUEMIIPOTPAMMOBI «Anthroy.
HccnenoBanne renomHou JIHK BeimonmHeHo wu3
00pa3loB KPOBH. XPOMOCOMHBIM MHUKPOMaTPUYHBIN
aHamn3 (XMA) 53k30HHOTO ypoBHA. Kapuorum mo
pe3yabTaraM MOJICKYIIPHO-ITUTONCHE THYE CKOTO

ucciaenoBaHus npeacrapicH B cooTBeTcTBuU ¢ ISCN
2020.

MAKPOLIEQAJINA KAK MAPKEP MUKPOJEJIELINU 19p13.13:

AHAJIN3 CObCITBEHHOI'O HABJIIOAEHWA 1 JAHHDBIX JINTEPATYPDbI
3ooukoea 0O.J1., I'opoauenox T.H.

[ocygapcTBeHHOE yupexkacHue «PecnyOInKaHCKUN HaydYHO-IIPAaKTUYeCKUM LIEHTp «Martb u qutsa», bemapyce, . MuHCK, yi. OpnoBckas 66, 220053

PE3YJ/IBTATDI

IIpobanyg — meBouka, 3 peOeHOK B ceMbe. CeMelHbIM aHaMHe3 He OTSTOIlleH, cTapIle cuOchl U
poAuTeau - 3A0pOBbl.. B 3 TpumecTrpe OepeMeHHOCTh NOPOOAHIOM MOpoTekasa Ha @QoHe
MHOTOBOZIMsI. PeOeHOoK po/inJics B CpoKe recranuu 385 Hemesib ¢ MoKazaTeasiMU: Macca — 3310,0
r (+0.17 SDS), poct — 51,0 cM (+0.99 SDS), okpy:kHOCTb 10JI0BbI (OI') — 37,0 cm (+2.64 SDS),
onleHkor Mo Imkajge Amnrap — 8/8. C poxkaeHHs y AE€BOUKHM OTMEYaJHCh Makpoliedasius.
PasBuTtme pebeHKa Ha 1 roAay >KH3HH MIPOXOAUJIO HapyllleHHe BCKAPMJIMBAHHUA B BUJE YaCThIX
CPBITMBAHUU C 3aJ€eP:KKOU IICUXO-MoTopHOoro passutus (3IIMP) Ha QoHe auddysHoU
MBbIIIIEYHON TUIIOTOHUM.

IlepBUYHBIM OCMOTpP pebeHKa TeHEeTHMKOM BBIIOJHEH B Bo3pacTe 11 MecsieB. Onpenesiuch
yepenHo-JinlieBble AucMopdun: makpoinedanusa (OI'+3.87 SDS), 6paxuiiedasiis, BbICTYIaIOIIME
JIOOHBIE OYyTphl, IJIYyOOKO IIOCA*KE€HHBbIE TIJia3a, H5K30QTaribM (PHUCYHOK 1) , HHCTarM C
KPaTKOBPEMEHHOU (pukcanyeu B3IJIAA; nudpPys3Hasd MBbIIIIEYHAA TUIIOTOHUAA;
“BOpoHKOOOpa3Hasa’ naedopmanusa rpyaHon kiaerku; 3IIMP, peub orcyrcrtBoBasia. MPT I'M -
paclIdpeHHe IlepeJHero cybapaxHougajabHOTro IIpocrpaHcTBa, kucra IIIIII u mosoctu Bepre.
O@TanpMOJIOT -4acTUYHAA aTPOPHU 3PUTEIbHBIX HEPBOB. Pucynox | — denornnuieckue NpossICHs MUKPO/EIEIHNL
[Io pesyapraTaM CTAaHZAPTHOTO IIUTOTEHETHYECKOIO MCCJIENOBAHUA XpPOMOCOM  MOJIyUeH 19913.13. y pebeHKa B Bo3pacTe 11 MeCALEB (BEICOKHMH, ITMPOKHH
HOpPMaJIbHBIN KeHckud kapuortun (46,XX). Ilo mpanHpiM XMA ycTaHOBJIeHA aesieniud 19p13.2p13.12 7100, AGOpMALIH TPYIHOH KIETKH)

pa3MepoM 413,3 k0. OxoHUaTe/IbHBIN KapuoTtun omnpegenaeH kak 46,XX. arr[GRCh37/hgi9] i {Uc?cneeT}mgﬂﬁlrnoi\;fs:e;xonml:lu?anB(affggjna]I:ﬁs?)ﬁx .
19p13.2p13.12(12839969_13253265)*1 (PUCYHOK 2). SR 72035 5255175 b e, o o e om0 o

CorstacHO JIUTEpPaTypPHBIM JAaHHBIM, MUKPOJAeJennsa 19p13.2-p13.12 XapaKTePU3YeTCs IIMHUPOKOU s T it ' S s

Scale 100 kb | hg3s

peHOTUIINMUECKON BapuabebHOCThIO, BKJIIOUAsA YMCTBEHHYIO OTCTaJIOCThb, 3aJ€P:KKy Pa3BUTUS, * | o sl weied ||| amnl | e s oaom
o MASTS Wb GOOHBHH  MiRsesst  CALRMH DaNDsBH NFIX] | bbb NACCT B+ CACNATA i
CYJOPOKHBIA CHHAPOM U aucMopdudeckue IpuszHaku. OmnpenesneHa KpUTHUeCKass OO0JIACTh ™ | Ji sk i ool s |

KLF1 i FARSA-AST H ENSGO0000304024 K [ER2 -
neenund, pasmepom 311—340 KO, Bxiwouaromas 16 reHoB, B ToM uuciae CC2D1A, TECR, ENSGD@@D;;;;%@;WHH
RAD23A ENSG00000267598

3 GADD45GIP1 H ENSG00000300750 K
gACNAlA, MAST1 u NFIX, urpamimux KJIIOUYeBYI0 POJIb B HeuporeHe3e U (POPMUPOBAHUIO Prcyrok 2 — m30Gpaskere nener 19p13.2.p13.12 ¢
eHOTHUIIA.

KapTHPOBAHHLIMH B JIJAHHOM JIOKyCE T'eHaMH (C
ncnons30BanreM gJaHHBEIX Genome Browser, 2025)

SAK/IIOYEHUE
Takum oOpaszoM, KJIOUYeBOe 3HadeHUe s Bepu@UKAIMM AUarHo3a y OPeCTaBJEHHOro IalldeHTa HMMeno npumeHeHune XMA, MO3BOJIMBIIETO
NAeHTU(PUIINPOBATh KJIMHHYECKH 3HAUUMYI0 MHUKpOAeEJenni0 19p13.2p13.12. BpIABJIE€HHBIM BapHaHT 3aTpParuBaeT KPHUTHUYECKYI0 00JIACTh,
cozep:kainyio rerubl-kagauaatbl MAST1, NFIX u CALR, mucdyHKIMA KOTOPBIX, COTJIACHO JIMTEPATYPHBIM AAaHHBIM, OOBACHSET MakKpoledasauio,
3aJ€PKKY Pa3BUTHA U COIIYTCTBYIOIIHE HEBPOJIOTMUECKHE HapyHieHus. JlaHHOe HA0JII0/IeHre NOATBEPKAAET BeAyIyIo poJib reHa NFIX B maTtoreHese
MakpoIledaan U CTPYKTYPHBIX aHOMAaJIMM MO3ra, a Takxke npeanosaraer Bkaaa reHa CALR B racTposHTEPOJIOTHUECKYI0 CUMIITOMATHUKY. Y CIIEITHAs
IUATHOCTHUKA IIOJUYEPKUBAeT aKTyaJIbHOCTh BHeApeHHd XMA B PYTHHHYIO KJIMHHUYECKYIO IIPAKTHUKY KaK OCHOBHOI'O METO/Ia BBIABJIECHUA
MUKPOJIEJIEIIUOHHBIX CHUHAPOMOB IIPU HeCIelu@PUUIEeCKOM MNOJUMOP(MHOM deHoTune. IlosydeHHbIe pe3ysbTaThl PACIIUPAIOT IIPEACTABIEHUA O
(PEHOTUIIMYECKOM CIIEKTPE CUHAPOMAa 19p13.13 U MOATBEPKAAIOT KJIMHUYECKYI0 3HAUNMOCTD JJaHHOTO JIOKYCA.
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