YTo aBnseTca npuumHoii USP7-accoLMmpoBaHHOro

cuHapoma?

F'eH USP7 pacnonoxeH Ha 16-i xpoMocoMe. B kneTkax
HaxoAuTCsl Mo ABe Komuu 16-1 XpOMOCOMbI U, COOTBETCTBEHHO,
[Be Konuu reHa USP7. USP7-accoummpoBaHHbIA CUHAPOM
BO3HWKAET BCNEACTBUE HENPaBm/ibHOro PyHKLUMOHNPOBaHMS
O/IHOM 13 KOMWUI reHa USP/. TO MOXET NPOU30WATH M3-3a
n3MeHeHus (Bapuauum) B reHe, KOTOpoe MeLLAeT ero
HopMasbHOW paboTe, UK 13-3a yTpaTbl BCEro reHa nnmbo ero
yactu. [pyras konus reHa USP/ He 3aTparmBaeTcs u
(PyHKUMOHMPYET HOpMasibHO. Takoe reHeTUYecKoe N3MeHeHue
Ha3bIBaETCA ayTOCOMHO-AOMUHAHTHbBIM, MOCKOSIbKY
NpouCcXoauT Ha aytocoMe (napbl 1-22) 1 nposBnsieTcs npu
W3MEHEHWN OHOW KOMWW reHa (AOMUHaHTHO). F'eH USP7
yyacTByeT BO MHOIMX MmpoLeccax, obecneumBatolmx reHeTu-
YECKWUIA KOHTPOJIb Pas3BUTUS U (YHKLMOHMPOBaHMWSI OpraHv3Mma.
B uncno dyHkumin 6enka USP7 BXOAST KOHTPO/b aKTUBHOCTMU
LPYrux reHoB (perynsaumsi TpPaHCKpUMuum), UMMyHHOTO OTBETa
1 npouecc nepepaboTku 6enkoB B kneTkax. Moka ero
(QYHKUMN HE [0 KOHLA M3ydeHbl, HO 3HaHWS HaKamnInBakoTCs
Mo Mepe MpOAOHKEHUS UCCIEA0BAHUI. TaKKe U3BECTHO, YTO
6enok USP7 y4yacTByeT B paboTe rojloBHOro Mo3ra.

MoueMy 3TO CiIy4MnIoChb?

Mpu 3a4aTM 3apoAabIL NMosyYaeT FreHETUYECKUI MaTepuan
poauTenen, KOTopbii 6bii1 CKOMMPOBAH B AWLIEKNETKY U
cnepmato3ona. bronormyeckuii MpoLecc KonMpoBaHust
HECOBEpLUEHEH 1 MHOTAA B FEHETUYECKOM KOZE AeTen
NMPOUCXOAST CNyYalHble U3MEHEHWSI, KOTOPbIX He 6bino B HK
poauTenen. USP7-accoummpoBaHHbIe HapyLIeHus!
pa3BMBAIOTCS, KOrAA CMOHTaHHbIE U3MEHEHWNS 3aTparMBaloT
reH USP/. MNonobHble reHeTUYEeCKne CobbITUS BO3HWUKAIOT
€CTEeCTBEHHO Y KaXKA0oro YenoBeka, 3T0 He CBA3aHO C 06pa3oM
XXW3HM UM NoBeAeHWEM A0 WK BO BpeMsi 6epeMeHHOCTY.
V3MeHeHWs1 BANSIOT Ha 340POBbE U pa3BUTUE OPraHU3Ma,
TOJSIbKO €C/IN 3aTPOHYTbI BaXHble reHbl.

Mo)KeT sin 3TO NOBTOPUTLCA?

BeposTHOCTb poXxaeHus elle ogHoro pebeHka ¢ peakum
rEHETUYECKUM OTK/IOHEHWEM 3aBUCUT OT FrEHETUKN POAUTESEN.
Bo Bcex ceMbsix, 3aperncTpupoBaHHbIX B MEANLIMHCKOW
nuTepatype no coctosHuio Ha 2021 roa, USP7-
aCCcoLMMpOBaHHOE 3aboneBaHue He 6bino yHacneaoBaHo OT
poAMTENIEN, N3MEHEHME B FEHE MPOUCXOANIIO CMOHTaHHO
(BapviaHT de novo). Ecnn poanTteny 300poBbl, PUCK POXKAEHUS
eLle oaHoro pebeHka ¢ NoA06HbIM OTKIIOHEHUEM KpaliHe Man.
OyeHb peaKo, Y OAHOTO U3 POAUTENIEN MOXKET ObiTb BbISIB/IEH
MO3aMLIM3M KJIETOK 3apO/bILIEBON JIMHWM, KOFAa U3MEHEHHbI
reH NPUCYTCTBYET TOJIbKO B SIMLIEKNIETKAX Un
crnepmaTo3ounaax 1 He obHapy>KMBaeTCs B pe3yfbTaTe
CTaHAAPTHOrO aHanM3a KpoBu. CUTyaumsi KaXxaon ceMby
WHANBWAYaNbHA, MO3TOMY 33 KOHKPETHLIM COBETOM HYXHO
06paTUTbCA K Bpady-reHeTuKy.

CeMbM paccKkasbiBaloT...

‘ OH Bcerga ynbI6UMBHLINA, Bceraa
HernoceanmBbIiA, a eLle NobUT CTPOUTb
1 paboTtatb B oropoae! OH YEMMUOH Mo
obHMMaLLKaM, 1 BoobLLE caMblil
nyywmin 6pat Ha csere.”— 11 ner

 [lnarHo3 HUYero Ans Hac He
W3MeHWs, pa3Be YTo BCE ero
Npo6eMbl CO 310POBLEM CIIOKUNCH B
envHyio kaptuHy.”— 11 ner.

UHdopmauus n noaaepxka
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Yr1o Takoe USP7-accouMnpoBaHHbIA CUHAPOM?
USP7-accoumnmnpoBaHHbIi
CMHAPOM CBSI3aH C U3MEHEHWEM
(naToreHHbIM BapMaHTOM) reHa
USP7 vinv npu ero ytpaTomn
(neneumst). 3ToT reH
pacrnonoXeH Ha KOPOTKOM nreye
16-I1 XpOMOCOMbI Ha y4yacTke
16p13.2. Ero Ha3BaHwue aBnsieTcs
abbpeBuaTypoi 6enka, KOTopbIn
OH Npou3BoaUT (YBUKBUTUH-
cneumndunyeckas nporteasa 7).
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USP7-accoummpoBaHHOe 3aboneBaHMe TakKe M3BECTHO Kak
cMHAPOM Xao-®oHTelHa (CX®D). Y aeTelt ¢ 3TUM OTKIOHEHUEM
HabsloAaeTCs HapyLleHWe pa3BUTUS HEPBHOWM CUCTEMBI. UM
MOryT AMarHOCTMPOBaTh 3a4EPXKY B Pa3BUTUWN U TPYAHOCTU B
06y4eHMUN UNn MHTENNEKTyanbHy0 HEAOCTAaTOYHOCTb.
Oka3blBaeTCs 3aTPOHYTbIM TAKXKE peYeBOe pa3BuTHE,
BO3MOXXHbI MOBeAEHYeckNe paccTpoictaa. USP/-
accoynmpoBaHHbIV CUMHAPOM BCTPEYAETCs Kak Yy AeBOYeK, Tak
W'y Manb4MKoB, NposiBiieHns: 3abonesaHns MOryT 6biTb
YMEpEHHbIMU UM 3HAUUTESTBHO BbIPaXXEHHbIMM.

Yacrble CMMNTOMBI:
S13bIKOBbIE U peyeBble TPYAHOCTH
3apepxka pasBuTus
YMepeHHble WU BblpaXXeHHble
TPYAHOCTU B 06y4eHnn nnm
WHTENNIEKTYaNbHasi HEAOCTaTOYHOCTb
Hecneumnduryeckme nameHeHns Ha MPT ronoBHOMO Mo3ra
MblILWweYyHas runoToHuns
AHOManuv passuTus rnas
MoBeaeHYecKke paccTponcTea (HanpuMep, ayTuaMm)
3HauunTesnbHblE TPYAHOCTU NPU KOPMIEHNA
HepnopaseuTble reHuTanum y Manb4mKkoB (FMNoroHagn3m)
XapaKTepHble YepTbl iMua
Peakune cMMNTOMBDI:
SMMNenTUYecKne Cyaoporu
HapylieHne noxoaxu
Hwv3kuii pocTt
TpyaHocT ¢ HabopoM Macchl
XpOHWYECKWI 3amop Wn Avapes
OrpaHunyeHne NoaBMXHOCTN CYCTaBOB (KOHTPaKTypbl)

- D

Hackonbko pacnpocrpaHeH USP7-

accouMMpOBaHHbIA CUHAPOM?

CMHAPOM BCTpevaeTcsl KpaiiHe peako, B MeaMLMHCKOM
nutepatype Ha 2021 rog onucaHo 25 Takux Cny4vaeB no BceMy
MUpYy. KOHEYHO, NaTOreHHble BapuaHTbl UKW AeNeLUnn reHa
USP7 BbISIBNAIOTCS rOpasfo Yalle, HO MHOrMe UHAMBUAYYMbI,
BEPOSITHO, OCTAKOTCA HE ANArHOCTUPOBAHHLIMU.

PasBurtue

dusnyeckoe pasBuTue
[etn ¢ USP7-accoumMmpoBaHHbIM CUHAPOMOM Yy4aTCsl XOAUTb
CaMOCTOSITENbHO, BO3MOXHO, C HEOOSbLLIOW 3aAEPXKKOM,
06YCNOBNEHHOM HU3KUM MblLLEYHbIM TOHYCOM W
nepepasrmbaHnem cyctaBoB. Y npuMepHo 44% peten
HabntogaeTcsl HapyLweHWe NOXoAKM.

O6yueHue
Y peteit ¢ USP7-accoummpoBaHHbIM CUHAPOMOM, Kak NnpaBusio,
HabnoaaTCca TPYAHOCTU B 06YYEHUM U MHTENNEKTYalIbHast
HeaoCTaTOYHOCTb. [103TOMY OAHM AEeTW NEPEXOAAT Ha
cneumanbHyto NporpaMMy obyyeHus, a Apyrue npoaosikarT
XOAWUTb B LLKOSIbI, KOTOpbIE MOryT 0becneynTb yCnoBus ans
LeTelt ¢ 0cobbiMM 06pa3oBaTebHbIMU NOTPEBHOCTSAMM.

MoBepeHune
[letn ¢ peakMMmn XpOMOCOMHBIMU OTK/TOHEHUSIMU YacTo
UCMbITLIBAIOT TPYAHOCTM C KOHTPOJIEM MOBEAEHNS,
couuanusaumen n obeHveMm. MosToMy AeTSIM HEOEX0ANMO
HaxoaMTCs noA HabnaeHeM, a CEMbSIM A0MKHa bbITb
oKasaHa paHHsis moMollb. bonee YeM y NONOBUHbLI AETEN C
USP7-accoumMmnpoBaHHbIM CUHAPOMOM BbISIBIEH ayTWU3M UK
aytonogobHoe noBefeHWe: B3Maxm pyKaMu, KOBbIPSIHUE KOXM,
CTepeoTUnmu.
Y HEKOTOpbIX AETEN UMMYNbCUBHBIN XapakTep. OHX MOryT
6bITb HaBSI34MBbI, YNPAMbI UN arpeCCUBHbI, YCTPanBaTb
NCTEPUKMN.

Peub
Y 60bLUMHCTBA AeTel HabntoaaeTcs 3aAepXKka peyeBoro
pasBUTUS NN ManeHbKWUiA CNoBapHbI 3anac. HekoTopble Tak U
He yyaTcs pa3roBapuBaTb. [pobnembl ¢ peybto nepepacTatoT B
TPYAHOCTV B 06yYeHMM 1 MOBLILAIOT YPOBEHb
WHTENNeKTyasnbHOM HeAOCTaTOYHOCTY.

Poct
Y Tpetu peteli ¢ USP7-accoummnpoBaHHbIM CUHAPOMOM
OTMEYaETCS 3a[iepXKKa pocTa.

YepTbl NNLa
Cpeav xapaKTepHbIX YepT nua BCTpeYatoTcs rnyboko
NOCa)KeHHble rnas3a 1 BbiMyKas HOCOBas NEpPeropoaxa,
BbICTyNaoLLas HWXe KpblnbeB Hoca. OAHAKO BHELHOCTb
Kakgoro pebeHka nHaMBmnayanbHa U MEHSETCS C BO3PAaCTOM.

Mpo6nembi co 3q0poBLEM

Mpo6nemsbl co 300poBbeM Yy aeTel ¢ USP7-
ACCOUMMPOBAHHBIM CUHAPOMOM Ype3BblYaiHo
pa3Hoobpa3sHbl, U X HEBO3MOXHO NpeackasaTb. Hike
npusegeHbl Hanbonee pacnpoCTpaHEHHbIE NPOSIBIEHNS

AHOManuu rosIoBHOro Mo3ra m anuJencus
Mo pe3ynbTatam MPT ronoBHOro Mo3ra y 60/bLIMHCTBa — HO
He y Bcex — obcnegoBaHHbIX Ha 2021 rog aeten ¢ USP7-
accoUMMpPOBaHHbIM CUHAPOMOM BbISIB/IEHbI Pa3fINYHbIe
n3MeHeHus. TeM He MeHee, TONbKO Y 44% 13 HNUX OTMEYEHBI
3nunenTuyeckue cyaoporu.

HapyweHusa 3peHus
Y peteit ¢ USP7-accoumMmpoBaHHbIM CUHAPOMOM YacTo
BCTpevaeTcs kocornasune (ctpabusm). B kauecTse neveHus
MOryT 6bITb pEeKOMEHA0BaHbI rM1a3HbIe MOBSA3KN, OYKK,
rMMHacTuKa Ans rnas. MiHoraa tpebyetcs xmpyprudeckoe
nedyeHue. Bo3moxHa
61130pyKOCTb (MMOMKMS) MM HENPOW3BOJIbHbIE ABVKEHUS
rnas (Hucrarm).

3aboneBaHus KeNyA0YHO-KULLEYHOro TPaKTa
Y nonoBuHbI 06CNeA0BaHHbIX AETel OTMeYanmcb TPyAHOCTM
npy KOpMAeHUK: 3abpoc xxenuun unu peoTta. Takxke
BCTPEYAIOTCS XPOHMYECKUIA 3arop U avapest.

3aaep)kka pocra
Y Tpetu geteit ¢ USP7-accoumMmpoBaHHbIM CMHAPOMOM POCT
HU3KMI. HEKOTOPBLIM AETAM MOXET NOMOYb Tepanus
rOPMOHOM POCTa.

MmnoroHagusm
bonee yeM y nonoBuHbI ManbymMkos ¢ USP7-
ACCOLMMPOBAHHBIM CUHAPOMOM MaJIEHBKMIM MEHNUC U ANYKU
WU HeL0Pa3BUTas MOLLIOHKA. SIMYKM MOTYT HE OnyCTUTLCS B
MOLLUOHKY K MOMEHTY poXaAeHus1 (KpUnTopxmsm).

PekomeHpaLmm No MeanLMHCKOMY HabniogeHuio
B PaHHee npuenevyeHne cneumanancTos no pa3snUTUo
peuun, hU3NYEcKoro TepanesTa U 3proTepanesTa

B BoisiBieHWe 0cobbix 06pa3oBaTesbHbIX NOTPeGHOCTEN
pebeHka, 4Tobbl B LLKONE eMy MOr/M OKasaTb
[OMONHUTENBHYIO MOMOLLb

m O6cnepoBaHue y oTanbmosora
B O6cnepoBaHuWe Y racTposaHTeposora

B HabniogeHne HeBponora unu NCUXOHEBpPOora npu
HeobxoaAnMoCTH

E  MPT ronoBHOro Mo3ra Ans UCKIIOYEHUsS aHoManum

B KoHTponb anekTpo3aHuedanorpadum (CyaopoxHas
rOTOBHOCTb FOJIOBHOrO MO3ra)

B CKpuHWHT aeduumTa ropMoHa pocTta



