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YTto Takoe CMHAPOM, CBA3aHHbIN C MyTauuei reHa GRIN2B, n KaKkoBbl
NpUYMHLbI €ero BO3HUKHOBEHUA?

CvHIpOM, CBA3AHHBIN C MyTauuei reHa GRIN2B — 3aboneBaHne, KOTOpoe
XapaKTepU3yeTcs 3aepXKKOM PasBUTUS U MHTENNIEKTYasIbHbIM AedUUmnToM.
GRINZ2B — Ha3BaHWe reHa, UrpatoLero BaXKHylo posib B Nepeaaye cMrHanos B
rofoBHOM Mo3re. 1o 3TON NpuyMHe XapakTepHbIMU 0COBEHHOCTSAMM

NpOSIBIEHNS] CUHAPOMA, CBA3aHHOro C MyTauuel reHa GRIN2B, asnsioTcs
3a4epkKa B pasBUTUMN UN UHTENNEKTYasIbHbIN AeduumnT.

B reHax 3anoxeHa uHdbopmMaLusi, Heobxoammas Ans pocTa U pa3BUTUS YeNoBeKa.
leHbl NpeacTaBnsoT coboit yyacTkm AHK, KoTopble coaepxaTtcs B
OpraHmn3oBaHHbIX 0CobbIM 06pa3oM CTPyKTypax — XpoMocoMax. CnegoBaTenbHo,
XPOMOCOMbI COAEPXKaT reHeTn4eckyto nHgopmaumo. CaMmm XpoMOCOMBI
HaXoAATCs B KNIeTKax OpraHn3Ma — CTPOUTENbHBIX KMPNYMKax Tesna YesioBeka.

l'eH GRIN2B pacnonoxeH Ha xpoMocoMe 12. Y niogeit ecTb e Takve
XPOMOCOMBbI, MO3TOMY Konuii reHa GRIN2B Toxe aBe. CBSI3aHHbIN C 3TUM F€HOM
CMHAPOM BO3HUKAET, KOrda oAHa U3 ABYX Konui reHa GRIN2B TepsieT
CNOCOBHOCTb HOPManbHO QYHKUMOHMPOBATb. MPUYMHOM MOXKET CTaTb
HapyLIEeHUEe CTPYKTYpPbl reHa, a TakxKe NnoTepsl OAHOW KOMUK reHa WUin ero
Yyactu. CMHApPOM, CBA3aHHBIN ¢ MyTaumel reHa GRIN2B, 6bin BnepBbie onvcaH B
2010 ropay.

Y 60/1bIUIMHCTBA eTeil C CHHAPOMOM, CBSI3aHHbIM C MyTauuei reHa GRIN2B Habniopatorcsi:
3apepxxka B pa3BuUTUM U (UNN) UHTENNEKTYanbHbIN AebuLuT

Takoke MOryT 6biTb BbisIB/IEHDI:
HU3KWI MbILLEYHBIN TOHYC (TMMOTOHMS);
anunencus;

HapYLLEHUSA MOBEAEHNS, BKIIIOYAOLLME ayTWU3M, A TakXKe YepTbl, Npucyllme
pacCTpOMCTBaM ayTUCTUUECKOrO CreKTpa.

B paHHol 6politope npeactaBnieHa 6onee noapobHas MHdopMaLums 06 3TVX U ApYrux
XapaKTepuUCTMKax cMHapoma.

WCTOYHMKM U CCbITKKN

B OCHOBY A@aHHOM 6pOLLIOPbI MOIOXKEHa U3BECTHAs B MEAVLIMHCKOM NIUTEpaType MHMhopMaums o
[IETAX C CUHAPOMOM, CBSI3aHHbIM C MyTauuel reHa GRIN2B. CnMcoK UCMO/b30BaHHbIX CTaTel:
Endele 2010; O'Roak 2011, 2012a, 2012b; Lemke 2012; de Ligt 2012; Talkowski 2012;

Epi4k consortium 2013; Freuntscht 2013; Hamdan 2014; Kenny 2014.

MMs aBTOpa 1 AaTa Nybnvkaumuv NpeaocTaBnieHbl Anst yA06HOro noucka crateil Ha caite PubMed (
www.ncbi.nlm.nih.gov/pubmed). Bonblue cTaTelt Bbl MOXETE HaWTK Ha calite Unique. Kpome Toro, B
pa3paboTKe AaHHOW 6poLUtophl 6biM 33AENCTBOBAHbLI HEKOTOPbIE YYacTHUKKU Unique, KoTopble
MOCpPesCTBOM 3aroJIHEHUS! ONPOCHUKOB MOAENMANCH UHGOPMaLMEN 0 cBoeM pebeHke C CMHAPOMOM
GRINZB.


http://www.ncbi.nlm.nih.gov/pubmed

CKONbKO 3aperncTpupoBaHHbIX C/ly4aeB Ha MOMEHT HancaHms 6poLLiopsl Fpynna
BO3HWKHOBEHUSA CUHAPOMa, CBA3AHHOIO C B Facebook, nocesuieHHas GRIN2B,

MyTaLWIeVI reHa GRIN2B? HacuuTbiBana okoso 30 yyacTHuKoB. K
HacTosILLEMY BPEMEHWN CUHAPOM,

B MeaMumMHCKOM nuTepaType onncaHo okosno 20 CBAA3aHHbIN C MyTaumeli reHa GRIN2B,
v [MarHoOCTMPOBaH Y 60MbLIEro KonnyecTsa

Cly4yaeB CMHAPOMA, CBSA3AHHOIO C MyTaumen e e T A
reHa GRIN2B (no coctosiHuo Ha 2016 roa). B TaloKke 6bin co3AaH hoHA NOMOLLY S0ASM C
CBS13M C POCTOM MCMNOJSIb30BaHUS COBPEMEHHbIX il papiolialtl, EEREETIR A € MYARILAE el

o HK GRINZ2B. Ccbinkun Bbl MOXETE HalTU Ha
TexHonormn cekseHnposanus AHK oxuaaeTcs, nocnieareit crpaHmue.
YTO YMCNIO AMArHOCTMPOBAHHbIX Cy4aeB

BO3pacTeT B 6nmalilime HECKOSbKO NET.

Mpo6nembl CO 300pOBbEM

B 3Snunencus

MpumepHo y 30—40 % (y 3—4 u3 10) aeTel C CUHAPOMOM, CBA3AHHBIM C MyTaLIMEN
reHa GRIN2B, Habnopaetcs anunencus. Y HEKOTOPbIX AeTei oTMeYaeTcs
Tshxenas popma annIencumn, Npu KOTOPOW CyZ[OPOXHbIA CMHAPOM BEAET K
3aJ1epXKKe Unu perpeccy pa3sutust (cuHapoMm Becta u cHapoM JleHHokca-lacTo).

B Huskui MbllWeYHbI TOHYC (FTMNOTOHKS)
MpumepHo y 30 % (y 3 u3 10) aeTelt ¢ CUHAPOMOM, HepnagHo B rpynne B Facebook

CBSA3aHHbIM C MyTauueit reHa GRIN2B, BbisiBneH S0 TPREERER GIEEE 52
11 poanTenen-y4acTHUKOB

HU3KWI MbILLEYHbIN TOHYC (rMnoToHMs). MNOTOHUS OTMETWUJIN TUTMOTOHUIO Y CBOMX
AeTen.

NMpUBOAMT K 3aAEPXXKE ONpeaeseHHbIX 3Tarnos
pa3BUTUSA — nepekaTbiBaHWe, CUAEHNE, NO3aHME U
xoabba. Takxke 3aTpyAHSIETCS NPOLIECC KOPMJIEHUS
Y HEKOTOpbIX AETEN.




Pa3BuTHE M NnoBeaeHne

B Pocr u kopmnenne CeMbM paccKasblBaloT...
PocT geten ¢ cMHApOMOM, «C 9 mecsueB npuMepHo Ao 2,5 net 6bbina
CBA3aHHbIM C MyTaLl,VIef/'I reHa ractpoa3odareansHas pedntokcHast 60ne3Hb, K ABYM
GRIN2B, Jalue BCEro HaxoauTCs rofiam MOTJIN CMOKOMHO €CTb 0BbIYHYIO eay».

4

y «B MnafeHYecTBe y Hallel Joyepy 6bin HeLOBEC A0
B NPEAENaX HOPMbI. ¥ HEKOTOPLIX TeX Nnop, Moka Mbl He MOCTaBUY el Ha3oracTpasibHbIN

6bI5n BbISIBNIEHBI TPYAHOCTM MpU 30HA [TpybKka, npoxoaslas Yyepes HoC 1

KopMrieHumn v (1num) 3anop. npefHasHayeHHas Ans kopmnaeHus]. Ee psano Ao 8 pas

o B [leHb, MOoKa el He caenanu yHAoNIMKaLMIo no
Cpe.qm 20 peten, Ciy4amn HucceHy [xupypruyeckasi onepauus, npy KOTopoi
KOTOpPbIX OMNncCaHbl B 3aTArMBAIOT K1anaH Mexay NULLEBOAOM U XXenyaKoM].
MEAMLMHCKOW NnuTepaType, Y Ceifuac OHa He XOYET HW eCTb, HW MUTb. [UTaeTcs oHa
OHOrO pebeHka BbisBNeHa yepes ractpocToMy [cnocob BBeAeHWs efbl MPSMO B

Xenyaok]. Bo3MOXXHO MMEHHO MO3TOMY OHa KpynHast

3a/iepXKa B (HU3MYECKOM Qs CBOEro Bo3pacTa», — 8 fieT.

pasBUTUM.

WHbIMK cnioBamu, OH He pocC U He

Habupan Bec. Y Tpoux geTei n3 20 6blna ManeHbKas OKpPYXXHOCTb FOSI0BbI
(Mukpouedanus).

M Cnoco6HocTb cugetb,

ABUraTbCA U XO04AUTDb
Y MHOMUX AETEN C CUHAPOMOM, CBSI3aHHbIM C MyTaumeln reHa GRIN2B,
HabntoaaloTCs 3a4epXKKNU MOTOPHOro pa3BuTUs. HekoTopble y4aTcs CMAETL U
XO[IMTb CAMOCTOSITENBHO, HO Takoe MPoMCXoAuT He y Bcex. M3 12 peTelt ¢ 3Tum
CMHAPOMOM CEMb B CpefHEM B 24 Mecsiia Hayumnnucb XoauTb camu. CaMbiit
PaHHWUIA 3apErMCTPUMPOBaHHBIA BO3pacT pebeHKa, Hay4MBLUErOCs XOAUTb
caMmocToaTeNbHO — 19 MecsueB, a caMblil No3aHM — 36 MecaueB. MaTepo
[ETEN XOAUTb HE MOIN

CeMbM paccka3blBaloT...

«[lo4b Hayunnacb CaMOCTOSATENBHO
cnaeTb B 13 mMecaues, Morna aenatb
HECKOJIbKO LIAroB B 26 MecsiLEeB, a B 27
MeCsILiEB YXKe Xoanna».

«OHa He Morna Aepxatb ronosy Ao 3
neT. Y Hee He MoJy4aeTcs CMaeTb
NpsIMO WU XOAWTb, @ YTOObI
nepeaBuraThCsi, e Hy>XxHa Konsicka», —
8 ner



B Peub

CMHAPOM, CBSI3aHHbIIi C MyTaLMelt reHa Sl e L

«0bLuaeTca HeepbasbHO, NMOKa3bIBAET TPY

GRINZ2B, 06bl4HO XapakTepu3yeTcs KECTA W MOHNUMAET HECKOIBKO APYrX. Ham
3a/:l.ep>KKOI71 B pa3BMTMM pequbIX " Ka)XeTCs, YTO OHa MbITAETCA MOBTOPUTb
CNOBO «MpUBET», — 3 roja.
A3bIKOBbIX HABbLIKOB. HEKOTODbIe AETU «JT0BUT KpUYaTb U UHOTAA HEMHOIO
HE  pasroBapuBalOT WM Xe nenever», — 8 net. .
<<CM€‘€TC9I, Korga C/ibIlWnUT MOWU ronoc,
NCNoNb3YIOT OTAeSbHble croBa. U3 12 BUSKUT 1 KpVUNT, @ eLLe 0BT
peten, wHdbopMaums 0 KOTOpbIX KpunaTbCal> — 8 net.

onMcaHa W [OOCTYyNHA B  MeAWUMHCKOM NuTepaType, MATEPO  MOM/M
pasroBapvBaTb WM NpOM3HOCKUTL 6onblwe oaHoro cnosa. OHWM  HaunHanu
NMpOVU3HOCMTbL MNEpBbIE C/IoBa B cpeaHeM B 17 MecaueB. CaMblt  paHHWIA
BO3pacT, B KOTOPOM OHW HauMHanM roBoputb, coctaenisin 10 MecsaueB, a camblit
nosaHuii — 2 roga u 4 mMecsiua. Lectepo apyrux aeTten He pasroBapvBany Uam
MO MPON3HOCUTb TOMBbKO OAHO COBO.

B O6yuenne

Y neTei c CMHAPOMOM, CBA3AHHBLIM C MyTauuen reHa GRIN2B, MOXET NposiBNATbLCS
VHTENNeKTyanbHbli  Aedpuunt. CTeneHb MOXET BapbUpoBaTb OT JIETKOW A0
TSHKENOMN.

B nNoseageHune

Y neTei ¢ cMHAPOMOM, CBSI3aHHbIM C MyTauuel reHa GRINZB, 4acTo BCTpevatoTcs
HapyLLEHUs B NOBEAEHMWN. Y HEKOTOPLIX AETEN AUArHOCTUPOBAH ayTU3M Unn
MPOSBAAIOTCS YEPThl PACCTPOUCTB ayTUCTUYECKOro cnekTpa. Takke MoryT
BCTpeYaTbCsl MPOB/IEMBI C KOHLEHTPALUMEN BHUMaHWS], TUMNepPaKkTUBHOCT,
arpeccuMBHoe noseaeHne u NpobaeMbl CO CHOM.

CeMbM paccKasbiBalOT ...

«B LenoM oHa cyacTMBas ManeHbkasl AeBOYKA, KPOME TEX MOMEHTOB, KOrAa Yy HEE pexyTcs
3y6bl UM OHa YEM-TO paccTpoeHa. Eil HpaBUTCA BCe MCCeAoBaTh Ha Ollyrnb, Npo6oBaTh Ha
BKYC, @ eLle OHa t0bUT CuMbHbIE NMPUKOCHOBEHMS, HAaNpUMeEpP, MaccaxX M Kpenkue obbsatus.
OHa oy4eHb Nto6omnbITHas, MOBUT ryNaTb U UCCNEeAoBaTb BCe BOKPYr. Kak v noboi Manbill,
OHa NtObUT MNPOKA3HNYaTb M KMAaTb BCE Ha Non», — 3 roaa.

«OHa o4YeHb MUnasi U No-CBOeMy NtobAllas. Hactodwmi aHrenodvek. Bceraa ynbibaercs.
JTobuT cTyyaTb MO cebe 1 no ApyruM NoasM, Mo CBOEMY UrPYLLUEYHOMY MUAHMHO U MO
UrpyLIKaM € KHonkaMn. OHa 060XxaeT pasHble 3ByKW, B 0COBEHHOCTM NOBTOPSIOLLMECS], TaKMe
KaK CKpvM ABEPU UM 3BYK HOXaA, KOTOPbIM YTO-TO PEXYT; KOrAa OHA UX C/bILUNT, HAYMHAET
BU3)XXaTb M CMEATHCA TaK, YTO HE MOXKET YCTNOKOUTbCSA. EN oueHb HpaBUTCA HAXOAUTLCS B
BOZE, HanNp1Mep, BO BPEMSI MMApOTEPanuM UK KynaHusi», — 8 neT.

«B MnafieHYeCcTBe OHa nnakana 6€3 0CTaHOBKM AHAMM U HOYaMU, HO CEMYAc OHa OYEHb
Munasi, Apy>entobHas n oyapoeatesibHas. OHa /tobuUT NpoBOAMTL BPEMS C B6/IM3KMMMU
NI0AbMU U BECENUTLCS, HO BCE ELlEe MHOrAa MiadeT 6e3 npuunHbl. JIlobUT NMHaTh HOramMm K
MaxaTb pykamu», — 8 ner.



Y10 ewle paccka3biBalOT CEMbH:
MoBbiWEHHOE C/IIDHOOTAEJIEHHE.

Y Hee Tak MHOrO CJIIOHbI, KOTOPYIO OHA HE YCrMeBaeT MporiaThiBaTh, M3-3a YEro OHa YacTo AaBUTCS
1 33/lbIXaeTcs.

3y6bI

OHa ckpunuT 3ybamu.

Y Hee ManeHbkue 3y6bl, MEXAY KOTOPbIMUA €CTb LUESN.

Mpope3biBaHne 3y60B NPOMCXOANI0 0YeHb 6onesHeHHO. Kax bl 3y6 NosiBnsics ropasao
Mo3Xe MOM0XKEHHON HOPMbI, M 3TOMY NMPeALIeCTBOBAIM HEAENN U MeCsLbl MyUYUTENbHOM
60511. Ee pa3BuTME HEMHOIO 3aMeasISIETCS U3-3a 3TON CuUmbHOM 60n. TonbKko B ABa C
MOJSIOBMHOM roAia y Hee BbIpoC/v Bce 3y6bl.

CoH

Y Hee HapyLLEeH peXWM CHa, U 3TO COXPaHSIETCs U B 8 NeT.

E TpyAaHO YCHYTb. HeaaBHO Mbl YCTaHOBW/IM KaMepy B €e KOMHATE, MO3TOMY St MOry
HabntoaaTb, Kak OHa KPYTWUTCSl B CBOEM KPOBaTKe, Npexze YeM 3acHeT. Elle oHa ntobuT KycaTb

CBOU oaesdna. I'Iop017| OHa NPOChINAETCA NOCPEAN HOUM U HEe 3acbiNaeT NoToM ele Yac. O6bI4HO
B 3TO BPEMA OHa HE MJIa4yeT.

BoneBoi nopor

OHa o4eHb YyBCTBUTENbHA. OHa UCMbITLIBAET 60/b AaXKe NPU pacyeckiBaHUM BOJIOC U
NOANUINBAHUWN HOTTEMN.

Apyrue 0co6eHHOCTH, OTMEYEHHbIE CEMbAMMN

KaMHu B nmoykax, 4nsl yaaneHus KoTopbiX B OyAyLleM MOXET NnoTpeboBaThCs XUpypruyeckoe
BMeLLIaTEeNbCTBO.

PeumnavBupytoLme MHMEKLMM MOYEBLIBOASALLMX MyTEMN.

MCKpMBﬂeHVIe MO3BOHOYHUKA (CKOJ1I/IO3), 0OT4YacCTU BbI3BaHHOE MOHWMXXEHHbIM MbILLEYHbIM TOHYCOM,
TpebytoLlee HaboAEHNS 1 BO3MOXHOM XMPYPruyeckoi onepaummn B 6yayLiem.

MICTOHYEHHOCTb M XPYNKOCTb KOCTEN C BbICOKMM PUCKOM MEPENIOMOB, KOTOPLIE SIeYaTCs NpUeEMOM
BUTaMuHa D.

Kocornasue, TpebytoLiee HabnoaeHus.

PaHHee nosoBoe co3peBaHne, CONPOBOXAAIOLLEECS NMPEXAEBPEMEHHBIM MOSIB/IEHMEM BOJIOC Ha
Tene.

3T0 neumnrca?

M3neunTb CMHAPOM HEBO3MOXHO, NMOCKOJIbKY FreHETUYECKOe HapyLleHne BusieT
Ha opMupoBaHune 1 pa3BuTne pebeHka, HaunMHas C BHyTpUyTpOBHOMo
pa3sutus. OQHaKo, 3Has AMarHo3, cneumnanucTsl CMoryT obecneunTs pebeHky
noaxoasiume HabnogeHve n neyeHwve.

PekomMeHpauum no MeAULIMHCKOMY 06C/1ef0BaHUIO

[leTn c CMHAPOMOM, CBSI3aHHBbIM C MyTauuel reHa GRIN2B, fomKHbl
HaxoAuTbCA oA HabnoaeHWeM neamaTpoB 06LLEel NPaKTUKKN, KOTOpble CMOTyT
OTCNEeXMBaTb UX pa3BUTUE U U3MEHEHUS B NMOBEAEHNM, @ TaKXKe OKa3blBaTb
ONTMMasnbHYO MOMOLLb, HAaNpUMep, 3proTepanuio, GU3n4ecKyto, peyesyto 1
(npn HeobxoaMMOCTH) NOBeAEHYECKYHO Tepanuu.



MoueMy 3710 NpomnsoLLNo?

Mpu 3a4aTm B SMLEKNETKE NPOUCXOAUT CAUSIHUE FTEHETUYECKOrO MaTepuana
poauTteneii, n obpasyeTtcs 3apoapil. CInsiHUe reHeTUYeCcKoro MaTepuana He
BCErza NpovcxoanT uaeasnbHo, NMo3TOMY MHOMAA B FEHETMYECKOM Koae AETeN
BO3HMKAIOT CllyYaiiHble pedkne MyTaumm, KoTopbix HeT B IHK poauTeneit.
MyTaumm B reHe GRINZ2B nponcxoasT He 3aBUCMMO OT 0bpasa XXU3HW Un ApYrux
hakTopoB.

MpaKTUYeckn BO BCEX OMMCAHHLIX B MEAULIMHCKONM NIMTEpaType Crydasx
BO3HWKHOBEHWS! CUHAPOMA, CBA3AHHOIO C MyTauumei reHa GRIN2B,
reHeTUYeCKoe HapyLUeHWe Y AeTEN NpoM30oLLIo 6e3 BUANMBIX Ha TO NpUUKH (de
novo). CnoHTaHHyo MyTauuto B reHe GRIN2B HeBO3MOXHO NpeaoTBpaTUTb.
Heun3eecTHO, MOIyT NN OKpyXKatowwas cpeaa, peXxxmMm NUTaHns Uan obpas >M3Hu
CTaTb NMPUYMHON CyYaiHbIX MyTauui B reHe GRIN2B. HVKTO He BUHOBEH B WX
BO3HWKHOBEHWUM.

MoxxeT 5in 3T0 NPOM30NTH CHOBA?

Puck poxaeHus ewwe ogHoro pebeHka C peikuM reHeTUUYECKMM OTK/TOHEHWEM
3aBWCUT OT MrEHETMYECKOro Koaa poauTenei. B HacTosilLiee BpeMsi Hayke M3BECTEH
TOJIbKO OAWH CJTyYail, Koraa y oTua Wi Matepu pebeHka ¢ MyTauuen reHa GRIN2B
HabnoAanoch TO Xe reHeT4Yeckoe OTKIIOHeHNE. Bo Bcex OCTanbHbIX Cydasx
MyTaLms 6blna CrioHTaHHOM (de novo), BNepBble NPOU3OLLEALIEN UMEHHO B reHe
pebeHka. ECn HM oAnH U3 poauTenei He SIBNSIETCS HOCUTENEM M3MEHEHHOIO MeHa
GRINZ2B, BepoSiTHOCTb pOXAeHust BTOporo pebeHka ¢ NoA06HbIM reHeTUYEeCKUM
OTKJ/IOHEHWEM O4YeHb Mana.

TeM He MeHee, CyLLeCTBYeT He3HauuTeNbHas BEPOSTHOCTb TOro, YTO HEKOTOpbIE
AMLEKNEeTKM MaTepy UM cnepMaTo3omabl 0TUa COAepXaT MyTUPOBaBLUMA reH
GRIN2B. Takoe pefkoe siBfeHne Ha3blBaeTCsl MO3aMLUM3MOM 3apofblLLeBOi
NMHUK (NONOBOM MO3anLM3M). ITO 03HAYAET, YTO Aaxe eC/iM B KPOBM poauTenen
pebeHKa C CMHAPOMOM, CBSI3aHHbIM C MyTauuei reHa GRIN2B, He 6bino
0bHapy>XeHO AaHHOMO FeHETUYECKOrO OTK/IOHEHUS], BCE XKe CyLLecTBYyeT
MWHUMasbHBIA PUCK TOFO, YTO Y BTOPOro pebeHka byaer sToT CMHAPOM.
BeposTHOCTb eCTb, HO 0 NOAOBHbLIX Cy4asx eLle HU pa3y He coobllanoch B
MEAWLIMHCKON NuTepaType.

Ecnun pe3ynbTaT reHeTMYeCcKoro aHanusa ogHoro u3 poauTenel pebeHka ¢
CMHAPOMOM, CBSI3aHHbIM C MyTaumel reHa GRIN2B, nokaxeT Takue xe
N3MEHEHUS B 3TOM reHe, TO BEPOSITHOCTb poXaAeHUs cneaytoLlero pebeHka ¢
3TWMM reHeTUYECKUM OTKJIOHEHNEM 3HauUMTENbHO Bo3pacTaeTt. Cnyyan B Kaxaown
CeMbe YHMKaSIbHbI, MO3TOMY TOJSIbKO Bpay-reHeTMK MOMOXET TOYHO ONnpeaemTb
BEPOATHOCTb MOBTOPHOIO BO3HUMKHOBEHMS MyTaLuK, a Takxe, npu
HeobxoaMMOoCTH, NoaobpaTb NoAXOAsLIME METOABI UCCNEAOBAHUS C LIENbIO
BbISIB/IEHWS| BO3MOXHbIX OTK/IOHEHWI y Byayuero pebeHka.



«C ee MosIB/IEHNEM Halla XM3Hb CTana elle Nydie. brarogaps el Mbl CTanu Teprenvsee 1
repecTasnn 3aMopaymBaThbCsl Mo NycTskaM. OHa OTKpbINa Nepes HaMu Lenblii MUp — paHee
HEM3BECTHbIN MUP 0COBEHHbIX NtoAel. braroaaps rpynnam NoALEPXKKM, AETCKUM U
TepaneBTUYECKUM TpymnnaM Mbl MO3HAKOMUIUCH C 60MbLUMM KONMYECTBOM HEBEPOSTHBIX
NIOAEN, C KOTOPbIMK BPSIZ N 6bl BCTPETMIMCH B 0BbIYHOM XM3HHM. M3-3a pEAKOro OTKIOHEHMUS
Hallel foyepu Mbl CTanu 6oniee YyTKUMU U MEPECTany OCYXXAaTb APYruX JIloaen>.

MoaaeprkKa U JOMOJIHUTENbHAA MHbOpMaLUA

Tpynna noaaepXku ceMeii C peAKMMHU XPOMOCOMHBIMU OTK/IOHEHUSIMU

\ Appec: The Stables, Station Road West, Oxted, Surrey RH8 9EE, UK TenedoH:
+44(0)1883 723356
info@rarechromo.org I www.rarechromo.org

L
U n l MpucoeanHnTeCh K coobliecTBy Unique no ccbinike, YTobbl MOYYUTb AONOSHUTENbHYIO
nHbOpMaLMIO 1 HEOH6XOANMYIO MOMOLLb.
Unique — 3To 6naroTBopuTenbHas HerocyAapCcTBeHHasi opraHusaums. drHaHcoBast
NOAAEP)KKA OCYLLECTBIISIETCS 3@ CYET B3HOCOB U NOXXEPTBOBaHWIA. Bbl MOXeTe caenatb
NOXXEPTBOBaHME Ha HalleM ouLManbHOM canTe.

Understanding Chromosome & Gene Disorders

Ipynnbl B Facebook

https://www.facebook.com/grin2b/
https://www.facebook.com/groups/grin2bfamilysupport/
https://www.facebook.com/groups/GRIN2B/ ®oHp

www.grin2b.com
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KLINISCHE GENETICA
VOOR MENS & ZORG NEDERLAND
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