MpumeyaHus \

Kak yacrto BcTpeuaerca ZMYND11-

pOoBaHHas cuHapoMmanbHas UH?

ZMYND1 I-accoummpoBaHHas cuHapoManbHas MH BcTpeyvaeTcs
KpaiiHe peako. Ha MoMeHT nybnukaumm 6potutopbl (2020 roa)
B MEMLIMHCKOWN NUTEpAType onMcaHo MeHee 50 cnyyaes.
BeposiTHO, 3TO YUMCIO BO3PACTET, KOrAa OCBEAOM/IEHHOCTb 06
3TOM OTK/IOHEHWM MOBLICUTCS, @ FEHETUYECKME NCCIeA0BaHNs
CTaHYT AOCTYrHee.

UHdopmaumusa n nogaeprkka
Mouemy 31O NponcxoamnTt? \

Mpy 3a4aTUM reHETUYECKUI MaTepuan poanUTENIEN KONMpyeTcs
13 SIMUEKNETKN U CriepMaTo3onaa, 06beanHssCh, OHU
¢dopMUpyOT 3apoabill. KonnpoBaHue reHeTU4Yeckoro
MaTepuana He BCceraa npoucxoauT naeansHo. MiHoraa B
rEHETUYECKOM KOZE AETEN BO3HWKAIOT C/lyYaliHble MyTauum,
KoTopbix HeT B IHK poautenei. Takue MyTaummn NpoucxoasT

Fpynna nopaep)Xku ceMei C peaKuMmn
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caMu no cebe 1 He 3aBUCAT OT 0bpa3a XXM3HWU, NMUTAHUS UK
OKpy>XatolLlen cpefibl. B BO3HUKHOBEHUM MyTaLIMN HUKTO He
BMHOBAT. [0106HbIE U3MEHEHMS MPOUCXOAAT B TENE KaXA0ro
yenoseka. O/IHaKO, EC/IM 3aTParMBaeTCa Kakon-nnbo

3HaYMMBbI F'€H, 3TO NpUBEAET K HapPyLEHUIO Pa3BUTUA n/vnm K

npobnemam co 340pOBbLEM.

Y 60/bLUMHCTBA AETEN C AMarHOCTUpoBaHHOW ZMYND11-
accoLMMpoBaHHON cuHApoManbHo VH n3MeHeHus B reHe
ZMYND11 npov3oLwn ciyyaiiHO U He 6bliv 06Hapy>KeHbl y
poauTtenen («de novo»). OgHaKo, M3BECTHO HECKOJIbKO
C/ly4yaeB HacneaoBaHWsl NAaTOreHHOro BapuaHTa reHa
ZMYND11 oT poauTenei, y KOTOpbIX 3TOT CUHAPOM 6bin

BbISABJIEH paHee.
Mo)xeT in 3TO NPOU30UTHU CHOBA?

Puck poxaeHus ewle ogHoro pebeHka C peakum
reHeTMYECKUM OTK/IOHEHWEM 3aBUCUT OT MrEHETUYECKOro Koaa
poautenen. Ecnu nsameHeHus B reHe ZMYND11 npousoLnv
de novo, TO eCTb HU OfVH U3 POaUTENE He SBNSIETCS
HOCUTENEM MyTauuK, BEPOSTHOCTb POXAEHUS BTOPOro
pebeHKa C AaHHbIM CMHAPOMOM KpaliHe Mana (MeHee 1%).
Ecnu oavH 13 pogutenelt SBSIETCS HOCUTENIEM MyTauuu, TO
PUCK poXXaeHus ele oaHoro pebeHka ¢ ZMYND11-
accoLunmnpoBaHHol cuHapoManbHoi MH coctaBnsieT 50% B
Kaxayto 6epeMeHHOCTb. O BEpPOSTHOCTUM BO3HUKHOBEHMS
CYHAPOMA MMEHHO B BalLEl CEMbE MOXET pacckasaTb Bpauy-
reHeTUK.

CaiiTbl, rpynnbl B Facebook n apyrue ccbinkm:
https://www.facebook.com/groups/1666603683577748

MpucoeamHanTech k coobuwecrBy Unique, 4To6bl NONY4YUTb
AOMNONTHUTENbHYI0 MHh OpMaLMIo, He06X0ANMYIO MOMOLLb U
KOHTaKTHble JaHHble ceMeli C aHasIorM4yHoi Npo6nemMoi.
Unigue — 310 bnaroTBopuTeNibHas HerocyAapCcTBeHHas
opraHusaums. PrHaHcoBas NoAAepXKKa OCYLLECTBSETCS 3a CYET
rpaHToB M NOXePTBOBaHWI. Bbl Takxke MoxeTe caenatb
MOXepPTBOBaHME Ha HalleM oduumManbHOM caiite
www.rarechromo.org/donate [omMorute Ham NomMoyb Bam!

[laHHas bpolutopa He 3aMeHsIeT JIMYHYI0 KOHCyNbTaumio Bpaya. Mo BceMm
BOMPOCaM, KacaroLLMMCS 3[,0POBbSl, ANArHOCTUKN FEHETUYECKUX OTKIIOHEHWI U
UX NleYeHns, CeMbsiM CreayeT obpallaThCs K flevallemy Bpayy.

Ha MomeHT nybnukaumm ceeaeHus B 3ToM 6poLutope cunTaroTcs Hanbonee
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®oHa Unique npy HeobXxoAnMOCTN 0BHOBNSIET yxe OnybnnKoBaHHbIE
MaTepwvansl. Ta 6polutopa paspaboTaHa rpynmnoit Unique n npoeepeHa
[0KTOpOM MaiikrioM MeiiTcem, 6akanaspoM MeamUmMHbl U XUPyprin, 1
ZlokTOopoM MuHo banacybpamaHuaH, 6akanaBpoM MeauLMHbI U XMpYpru,
ANNJIOMUPOBAHHLIM CneUnanncTom B obnactu neanaTtpuu, YneHom
KoponeBckoro Kosineaxa neanaTpymn U 340poBbs AETEN, AOKTOPOM
MeANUWUHbI, KOHCY/IbTAaHTOM B ccbepe FEHETUKN N COTPYAHUKOM LIEHTPa
KIMHUYecKow reHeTuku B r. Ledduna. Version 1 (AP)
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ZMYND11-
accoLMMpoBaHHas
CUHApPOMAaJibHasA
UHTeJIJIeKTya/ibHas

HeAO0CTaTOYHOCTb
(UH)

MOXKHO JI 3TO BbIJIEYUUTH?

Ha cerogHswHuii aeHb ZMYND11 -accoummnpoBaHHas
cvHapoManbHasa MH Hemsneumma. OgHako, 3Hast AMarHos,
CMNELMAnUCTbl MOTYT COCTAaBUTb Hanbonee NoaxoAsLImMi nnaH
obcnefioBaHUS U NEYEHUSI.

Ipynna noaaep>Xkn ceMei ¢ peaKnMU XPOMOCOMHBIMU OTKIIOHEHWSIMU
Homep B peecTpe 61aroTBopuTesbHbIX OpraHu3aumii: 1110661
Homep B peecTpe KoMnaHuii AHrnmM 1 Yansca: 5460413
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Y10 Takoe ZMYND11-accoummpoBaHHasi
cuHapoManbHasa UH?

ZMYND11-accounnpoBaHHas CMHAPOMasibHas
WHTEeNneKTyanbHas HegoctatodHocTb (MH) — aTo peakoe
reHeTuyeckoe OTK/IOHEHUE, KOTOPOe Bbi3blBAET 3aePXKKY
pasBUTMS U MOXET NOBAMSATbL Ha NoBeAeHWe pebeHka n ero
CnocobHOCTH K 06yueHuto. Cneumduka reHeTUHeCcKnx
OTKJIOHEHUIA TaKOBa, YTO Y KaX[oro YesoBeka OHu
NpOSIBASIOTCS MO-Pa3HOMY. Y HEKOTOPbIX AeTe C 3TUM
[MArHo3oM 6bin BbISIBNEH CYJOPOXKHbIV CUHAPOM, @ Y
OCTasIbHbIX HUKAKNX CePbE3HbIX NPo6sieEM CO 340POBbEM
06Hapy»XeHo He 6bIs10.

Yem Bbi3BaHa ZMYND11-accouuupoBaHHan
cuHppomMmanbHasa UH?

ZMYND1 I-accoummpoBaHHasa cuHapoManbHasa VIH Bbi3BaHa
cneunduyecknMmn U3MeHeHNIMK XpomocoMma
(naToreHHbIMK BapuaHTaMmu) B reHe
ZMYND11, nubo ero notepeu
(neneuven). ZMYND11 — 310
abbpeBunaTypa OT Ha3BaHus 6eska,
KOTOPbI KOAMPYET 3TOT reH: 6esok
11, cogepxawwmit MYND-goMeH
UMHKOBOrO nasnbua (zinc finger mynd
domain-containing protein 11). 3ToT
reH HaXxoAuTCS Ha KOPOTKOM neye
(p) xpomocombl 10 Ha yyacTke
10p15.3 (cM. nsobpaxeHne HUXe).

/ ZMYND11

KneTtka

Xpomocoma 10

)CELIINNTD

KopoTKkoe rieyo (p) AnnHHoe nneYo (q)

B Hawmx kneTkax HaxoauTcs no Ase KONum XpoMocomsbl 10 u,
COOTBETCTBEHHO, ABE Konun reHa ZMYND11.

ZMYND1 1-accoummpoBaHHas cuHapoManbHas MH BO3HMKaET,
Koraa 3aTparMBaeTcsl TO/IbKO OfHA KONWUS AAHHOIO reHa.
Takne CMHAPOMbI Ha3bIBAOT ayTOCOMHO-AOMUHAHTHBLIMM,
NOCKOSbKY MrEHETUYECKNE U3MEHEHMS NPOUCXOAAT B ayTOCOME
M CMMNTOMbI 3aboneBaHnst NPOSIBASIOTCS NPy NOBPEXAEHUN
TONbKO OAHOW KOMWUM reHa (JOMUHAHTHbIE).
lMocnepoBaTenbHOCTb reHa ZMYND11 oTBeYaeT 3a
npoussoacTBo 6enka ZMYND11. 3T1oT 6enok nomoraeT
KOHTPO/IMPOBATb aKTMBHOCTb ApYrux reHoB. ZMYND11 nmeet
BbICOKMI YPOBEHb aKTUBHOCTU B MO3re, 0COBEHHO B Nepvoa
pa3BUTUS, MOSTOMY M3MEHEHWS B ero paboTe MOryT NpUBECTM
K HEBPOJIOrMYECKUM PacCTPOMCTBAaM, CBA3aHHbIM, HaNpuMep, C
0by4yeHreM 1 noBeaeHUEM.
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BapuvaHTtbl B reHe ZMYND11

B reHe ZMYND11 BbISiBNEHO HECKOSIbKO Pa3HbIX MaTOreHHbIX
(w1 BEpOATHO MATOreHHbLIX) BApUAHTOB.

CuntaeTcsl, 4To 60MBLIMHCTBO 3TUX BapuaHTOB NPMBOAAT K
CHWXXEHMIO YPOBHSA unu pyHKuum 6enka ZMYND11. B
HEKOTOPbIX CNy4asix NMPouCXoanT BblpaboTka benka ¢
M3MeHEHHON dyHKUMel (Hanpumep, p.(Ser421Asn) u p.
(Arg600Trp)), uTo BneyeT 3a coboli kyaa 6onee cepbesHble
nocneacTevs Ans 300poBbs pebeHka. TeM He MeHee,
6onbluas YacTb MHbOPMaLMK U3 3TON GpoLLtopl
peneBaHTHa U ANns HUX. [JoNOnNHUTENbHbIE CBEAEHUS O
HOBbIX BapuaHTax u nx ocobeHHocTax ByayT nosaBnsaTbCA No
Mepe BbISIBIEHNSI HOBbIX ClydaeB ZMYND11-
ACCOLMMPOBAHHON cuHApoMarnbHon UH.

XapakTepHble 0CO6eHHOCTH

Y 60/1bLULMHCTBA AEeTEN C 3TUM AUArHo3oM 6buin
BbiSIBJ/IEHbI C/ieAyloLmne CUMNTOMbI:
3anepxka pa3suTus
YMepeHHast Unun Tsxxenas cTeneHb MHTeNNeKTYanbHOM
HepocTtaTto4HocTn (MH)
3anepkKa peyeBoro 1 S3bIkOBOrO pa3BUTUS
PaccTpoiicTBa noBeaeHus
Apyrue Bo3MOXXHble NPosB/eHUs:
HW3KNI MbILWEYHBIN TOHYC (TMMOTOHMS)
CyOopOXHbI CUHAPOM U 3MUJIEncus
TpyaHOCTU NpW KOPMAIEHWW B NepBble Mecsubl

Mpo6nemMbl Co 340pOBbLEM

F'MnoToHus
Ha MoMeHT nybnunkauum, noYTu y NosioBUHbLI AeTeN C
ZMYND1 I-accoumMmpoBaHHoO cuHapoManbHon MH
[ANAarHOCTUPOBAaH MOHMXKEHHbIW MbILLEYHbIA TOHYC.

CynopOoXHblii CUHAPOM
Ha #aHHbIN MOMEHT U3BECTHO, YTO Bosiee, YeM Y TPETU AeTei
¢ ZMYND1 1-accoummpoBaHHOM cuHapoMasbHoi MH
[ANarHOCTUPOBaH CYAOPOXHbIN cuHapoM. OaHaKo, UMeeTcst
Mano uHdopMaLun 06 YpoBHE CyI0POXXHOW aKTUBHOCTU.

TpyaHOCTU NpY KOPMITEHUM
Ha MoMeHT nybnukauum (2020 ros) npuMepHo y ABYX TpeTei
neteit ¢ ZMYND1 I-accoummpoBaHHON cuHapomanbHoi MH
6binM BbISIBNIEHBI TPYAHOCTU NPY KOPM/IEHUM, Takue Kak
ypesMepHasi pBoTa Uiu MeaneHHoe KopMieHue. HekoTopbiM
[eTam notpeboBanock AONONHUTENIbHOE MUTaHKe.

Pa3zButue

u dusmnyeckoe passutue

Y Bcex aeten ¢ ZMYND1 1-accoumMmpoBaHHOW CUHAPOMabHOM
WH Kk HacTosieMy BpeMeH Bbla 3aperncTpupoBaHa
3afepXxKa pa3BuTus. Y 60NbLIMHCTBA AETEN OTMEYAETCS
3afiep>XKa MOTOPHOIO pa3BUTUS!, HaNpUMep, XoaL6bI.

u WHTennekTyansHoe passuTtue u cnoco6HoCTb K

06yueHuio
Y peteit ¢ ZMYND1 1-accoumMmpoBaHHOW cuHapoManbHon MH
AVNArHOCTUPYIOT pasnnyHble CTENEHU UHTENNEKTYaNbHOM
HEeA0CTaTOYHOCTU. M3BECTHO, YTO Y BONbLIMHCTBA U3 HUX
onpeaeneHa VIH nerkon 1 cpeiHemn cTeneHn, y HECKOMbKMX
— Tshkenon. HekoTopble AeTU MOCeLLaloT
obweobpa3oBaTenbHyo WKOSY, FAe UM OKa3blBaloT
[IONOSTHUTENbHYIO NOMOLLb, B TO BPEMSI KaK Apyrue
3aHMMAIOTCA B CMeLManbHbIX LKOMax.

[ ] Peub u A3bIK

Y 6onblunHCTBa aeTel ¢ ZMYND1 1-accounmpoBaHHOM
cuHapoManbHon MIH oTMevaeTcst 3aaepXkka peyeBoro
pa3BuTUS. MHOrMe U3 HMX NMPOM3HOCAT CBOM NEPBLIE C/I0BA B
BO3pacTe OT ABYX [0 YEThIPEX NET.

u MoeepeHne

BonblKWHCTBO aeTel ¢ ZMYND1 I-accoummnpoBaHHOM
cuHapoManbHou MH nMetoT paccTpolictBa noseaeHms. K HAM
OTHOCATCA: AedUUNT BHUMAHUS, MMNEPAKTUBHOCTb U
UMMYNbCUMBHOCTb, arPECCUBHOE MOBEAEHMWE; a Takxke
PaCcCTPOWCTBO ayTUCTUYECKOrO CrekTpa UK ayTUYHbIE YepTbl.
PaccTpoiicTBa NoBeAEHNS NPEACTABNSIOT AOMOHUTESIbHbIE
TPYAHOCTU HE TONbKO ANS CaMUX AETEN, HO U ANs UX
poauTenen u onekyHoB. MoHMMaHue 3TUX 0CobeHHOCTEN
Mo3BOsISiET 0becrneynTb KOMGOPTHOE SMOLIMOHATbHOE
COCTOsIHWE pebeHKka M ero aganTaumio B 0bLLecTBe.

[ ] YepTbl NUUa

Y HekoTopbIX AeTen ¢ ZMYNDI I-accouMMpOBaHHOM
cuHApoManbHoW MH oTMeyanoch Hanmume obLwmx
0COBEHHOCTEN NNLa, TakmnxX Kak rycTole 6poBu, ASIMHHbIE
PECHULBI U HOC C LUMPOKUM KPYT/IbIM KOHUMKOM. XOTS AETU
MOFYT BHELLUHE HE CUJIbHO OT/IMYaThCA OT CBOMX BpaTheB M
CecTep WUnu CBEPCTHUKOB, onpeaenieHne obLumx ocobeHHoCTen
nvua, NycTb M cnabo BbIPaXEHHBIX, MOXET MOMOYb B
[AMArHOCTUKE CUHAPOMa.

PekomeHaauum no HabnroaeHUro

Hetsam ¢ ZMYND1 I-accoummnpoBaHHOM cuHApoManbHol UH
MOXeT noTpeboBaTbCs HabnaeHWe rpynmnbl CNeUManncToB,
BKJIIOYAIOLLEN FreHETVKA, NeanaTpa,
HeliporneanaTpa/HeBposiora U crneumanqcTa no anuaencun.
Moabop Tepanuu 1 TaKTUKKM HAbNAEHNS LOMKEH
OCYyLLEeCTBNSATbCS B COOTBETCTBMM C NOTpebHOCTSIMK pebeHka,
HanpuMmep, MOXeT 6bITb HeobxoanMa NOMOLLb sloroneaa.



