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YTo Takoe cuHapom WAC?

CuHgpom WAC — 3TO HeaBHO OTKPbITOE OTK/IOHEHWE, KOTOpoe BO3HMKAeT, Koraa
ofiHa 13 iBYX Konuii reHa WAC nepectaeT HOpManbHO GyHKUMOHMPOBaTb. MpuinHamu
MOryT 6bITb OWKMGKKM B CTPYKType reHa (MyTauus) unm notepst ydactka XpOMOCOMbI
(neneumst). T'eHbl COCTOST M3 C/IOXHOIMO XuUMMYeckoro BeuwectBa — [JHK — wu
npeacTaBnsoT CoboM Tak Ha3bIBAEMYH WHCTPYKUMIO MO 3KChyaTauuu Hallero
OpraHusMa, B KOTOPOW OMnMcaHbl ero (yHKLUUM, 3aKOHOMEPHOCTU POCTa U pasBUTHSI.
leHbl pacnonoXeHbl B HUTEBUAHBIX CTPYKTypaX, KOTOPblE Ha3bIBAOTCA XPOMOCOMaMM.
B KaxaoW KneTke 4enoBeka COAEpXMTCS 23 mapbl XpOMOCOM, — MO OAHOM OT
poauTensi B KaxaoW nape, — B obwen CcroxHocTM 46 xpomocoMm. eH WAC
pacnosioeH Ha xpoMocoMe 10, 1 OH KoAMPYET 60K, KOTOPLIN MFPaeT BaXKHYIO posib
B pabote knetok u HK, B TOM uncne B npoueccax pa3sutus mosra. Cungpom WAC
TaKxke HasbiBatoT cuHapoMoM [leCaHTo-LUnHasn (DESSH nnum DSS).

Xpomocoma 10

CHEIEDCTEE TN m

KOpOTKOEe [JnvHHOoe
nneyo (p) nnedyo (q)

YTo Takoe cuHApoM aeneuumn 10p12pll m Kak OH CBSi3aH C

cuippomom WAC?

WHorpma npwu peneuuwsx TepsieTcs 6onbliuoi ydactok AHK. OHu 3aTparvsatoT U
COCEeHNE TeHbl, CpeauM KOTOPbIX MOXET ObiTb OAHa M3 konui reHa WAC Tak
npovcxoamTt, Hanpumep, npu geneumm 10p12pll, MNO3TOMY CUMHAPOM Aeneuuun
10p12p11 n cuHgpom WAC mmMetoT obyme npusHaku.

Ha cerogHsiluHUI feHb B MeAMLUMHCKOWM nuTepaType onucaHo 13 criydaeB aeneuuu
10p12p11 y geten. Y HUX CXOXME KIIMHUYECKUE CUMMTOMbI, OAHAKO AENeunn y BCexX
pasHble. B uenom, pgeneuus 10p12pll wn cuHgpom WAC nposiBASOTCA NOYTH
O/IMHAaKOBO, HO 3a4yacTylo y aetei ¢ aeneuvenn 10p12pll, ocobeHHO B cny4asx C
KPYnHbIMK Aeneuusamu, npobnem co 3goposbeM 6onblue. BeposiTHO, 3TO CBA3aHO C
YTPaTOW CMEXHbIX FEHOB, BXOASIMX B 30HY Aeneuun 10p12pll. Peub vaeT o reHax
LYZL1wv SVIL, KOTOpble MHOMAA HAX0AsATCs B 30He Aeneumn. CuntaeTcs, UTo ux noteps
OKa3blBAET B/USIHME Ha pa3BWTME aHOManui cepiua y aetel ¢ 6onee KpyrnHbIMU
Aeneuusmu.



MoueMy 3TO cnyunnocb?

Mpw 3a4aTuK reHeTuyeckuin Matepuan poautenel (AHK) konupyeTtcs v3 aiiLekneTku
W cnepmaTosounaa, Npy CMSiHUKM KOTOPbIX pa3suBaeTcst 3urota ( 6yaylumin sM6pu1oH).
MNpouecc KOMMPOBaHWA TEHETUYECKOro MaTepuana (pervkauusi) He Bcerga
npoTekaeT rNafKo: MHOrAa MOryT MPOWUCXOAWTb CyyaiHble U3MeHeHust (MyTauumm),
Aaxe ecnv poanTenun pebeHka NnosIHOCTbIO 340POoBbl. Bo Bcex ceMbsx, O KOTOPbIX HaM
n3BectHo, usmeHeHuss JHK B reHe WAC 6binv BbisiBNieHbl BriepBble (reHeTUKM
Ha3blBalOT Takne MyTtauum de novo).

XpOMOCOMHbIE NEPECTPOVKM BCTPEYAIOTCS Y AETEN NO BCEMY MUPY, HE3ABUCMMO OT MX
NMPOMCXOXAEHMSI. DTO ECTECTBEHHbI NPOLECC, KOTOpbIA Cly4YaeTca Aaxe B
OpraHun3Max pacTeHWii U XXUBOTHbIX. [JeACTBUS poauTenei Ao, BO BpeMs WUau rnocne
6epeMeHHOCTU HUKaK Ha Hero He BAWSIOT. JTOT MpOLECC 3apaHee npeaynpeanTb
HEBO3MOXHO.

Mo)keT 1M 3TO NOBTOPUTLCA?

ECnv HY 0VH U3 poanTenei He SIBMSIETCS HOCUTENEM MyTaumnn reHa WAC, BbiSiBNEHHOM
y pebeHKa, BEPOSITHOCTb POXAEHMS €lle OAHOro pebeHka B AaHHOM CEMbe C TaKUM
OTK/IOHEHMEM KpaiiHe Mana. MccnefoBaHus nokasann, YTO PUCK COCTaBISIET MeHee
1%. TeM He MeHee, OH eCTb, U 3TO 06YCNOBEHO pPeAKUM SIBNEHWEM NOA HA3BaHUEM
«rOHafHbI  MO3auuMsm». B 3TOM cnydae poauTeNb SIBASIETCA  HOCUTENEM
reHeTMYeCKON MyTaLMK, HO OHa NPOSIBASIETCS /MWb B HEGOMbLLIOW YacTy AULEKNETOK
WK cnepmaTo3ongos. Mo 3ToM NpUYMHE MyTaLMI0 HEBO3MOXHO BbISIBUTb C MOMOLLGIO
aHanu3a KpoBu. YTOObI y3HaTb O BEPOSTHOCTU MOBTOPEHMS MyTauuu, POAUTENSM
cneayeT NMpPOKOHCYNbTUPOBATbCA C BPAYOM-FeHETMKOM. [OHaAHbIM MO3auuM3M cTan
npuymHon passuTus cuHapoMa WAC TObKO B OAHOM U3BECTHOM MeAMUMHE Clyyae.

YacTtblie CMMNTOMbI
CUMNTOMBI, XapaKTepHble A5l 60MbLIMHCTBA AeTel ¢ cuHapomoM WAC:

HesHauuTenbHble TPYAHOCTVM B OBYYEHWW, XOTS AaXe Y JtOAei C OAWHAKOBbLIM
BapuaHTOM MyTaumu WAC 3TO MOXET NpOSIBNSTLCS B Pa3HOM CTENEHM

3agepxkka B pa3BuUTuK
[Opyrve nposiBnexHus:

HU3KMI MbILWEYHBIN TOHYC (TMNOTOHMS), OCOBEHHO 3aTparvBaloLMi 061acTb pTa
¥ ropna, Yto MPUBOAMT K NJIOXOW apTUKynsumMn (OM3apTpum) U 3aTpyaHEHWSIM Mpu
rnoTaHum

MoBegeHdyeckMe Npob/eMbl, BK/HOYAIOWME PACCTPONCTBO — ayTUCTUYECKOTO
cnekTpa, CABI (cMHapoM aeduumTa BHUMAHUS U TUNEPAKTUBHOCTM), HapyLUEHWe cHa
¥ TPEBOXHOCTb

XapaKTepHble YepTbl NMUA: KBagpaTHast hopMa rooBbl, My60KO MOCaXKeHHble
YONVMHEHHbIE Na3a, LWMPOKMI PoOT M NoABopoaoK, a Takke HEe3HAUMTESbHble
aHOManuu pasBUTKS YLLEW. TN 0COBEHHOCTM NPOSBASIOTCS HE Y BCEX NIOAEN U
He 06s13aTenbHO BbI3BaHbI cCMHAPOMOM WAC.

Y Moel I0YKM «xapaKTepHas» BHELLHOCTb, Kak y Apyrux aetel ¢ DESSH, Ho yka3aTb
Ha KOHKpETHbIE YepTbl IMua He nony4vaetcs.” — 6 et
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Passutue
®dusnyeckoe passutme

Pa3BuTUE KPYMHOW MOTOPUKMU MOYTM Y BCEX AETEN MPOMCXOAUT C 3aAEpXKKOW: OHM
Mo3Xe ydyaTcs NnepeBopaynBaTbhCcs M NonsaTtb. CaMOCTOSTENBHO XOAUTL HAUYMHAIOT B
BO3pacTe OT roga O Tpex fleT. 3ajepxKa B pasBuTMM Habnioganacb y BCeX Tpex
AeTel, obcnenoBaHHbIX rpynnoi Unigue, npy 3TOM CUAETb OHW HaYMHaM B BO3pacTe
OT BOCbMM [10 OAMHHAALATY MECSILEB, @ XOAWUTb — OT ABYX A0 ABYX C MOJIOBUHOM NET.

“ OHa o4YeHb HeyK/oXKas 1 YacTo NagaeT, HO, HECMOTPS Ha 3TO, XOAMT O4YEHb XOPOLLO,
WMpOKO wWwaraeT. OHa cunbHas [eBOYKa, KaXAbll pa3 ynpsMO BCTAET, He
pacCTpaMBaEeTCs M He nnadeT. KaXeTcsl, OHa He NIlobUT NokasbiBaTb, YTO el 60MbHO
(noxoxe, y Hee BbICOKMI 6OIEBOI MOPOr), U HE XOYET, YTODBbI Mbl CYETUANCH BOKPYT.”
— 6 s1eT

O6yyeHune

Y 6onblumMHCTBA fJeTeit ¢ cuHgpoMoM WAC Habntogaetcs nerkasi CTereHb
WHTennekTyanbHo HepoctatodHocTn (MH). MH B yMepeHHOW W Tshxenol creneHu
BbISIBAISIOT Pexe, YeM B KaXKAOM NATOM criyyae. M3BecTHble 3HayeHus IQ BapbupytoTcs
0T 44 10 98. IMyboKoe NCUXO-KOrHUTUMBHOE 06CNei0BaHNE HEKOTOPLIX AETEN BbiSBUMIO
OTHOCWTESNIbHbIE TPYAHOCTM B HaBblkax HeBepbanbHOro oOWeHusi, a Takke B
noaAepXXaHuM BHUMaHUS U KOHLEHTpaumn. ba3oBble S3bIKOBble HABbLIKU U ClIOBECHast
NamsTb pa3BMBAOTCSA XOPOLLO.

“ Y Hero noTpscatowas namstb. Celyac, Korga €My BOCEMb WM OH 6onblie
pa3roBapuBaeT, Mbl MOHMMAEM, YTO OH NMOMHUT COBbLITUS U3 AETCKOrO Cajaa, Koraa emy
66110 TpU. ITO YAUBUTENBHO, OH BEAb TOrAAa HE pa3roBapvBal UM, Ka3anocb, HE BCE
noHuman.” — 8 sier.

“ Korpga Hallei aodepu 6bl10 OKOMO roAa, Mbl MOHATUS HE UMENW, CMOXKET I OHa
X0AUTb W roBopuTb. Celyac el NsTb NIET, OHa XOAUT B OObIYHYKO LIKOAY, rae
WHAMBMAYaNbHO 3aHUMaEeTCsl C MpernoAaBaTesieM, W MOCTosiHHO 6onTaeT. OHa He
nepecTaeT Hac YAUBNSATb, M, XOTS BO3HMKAOT Mpobnembl C y4yebol, 0COBEHHO C
MaTEMaTUKOW, OHa He CHAEeTCs M O4YeHb CTapaeTcs. HacTpoi y Hee pelunTesNbHbIN,
aaxe 60eBoi. OHa OT/IMYHO YMTAET, MOTOMY YTO XOPOLIO MOMHMT C/lOBa, a He
pacLMdpOBbLIBAET UX KaX/bli pa3 3aHOBO.

Ho BO BTOpOM MONyroavMu nNepBOro kKjacca OHa Hayana OTCTaBaTb OT CBEPCTHMKOB.
Mbl Nogo3peBaeM, YTO CO BPEMEHEM 3TO OTCTaBaHWe CTaHeT TObKo bonee SBHbIM, U
poautenn peteit ¢ DSS B rpynne noaaepxku Ha Facebook noatBepannn Hawm
ornaceHusi. HecMOTps Ha 3TO OHa MPOCTO 06OXAaeT XOAUTb B LUKOSY WM CMOKOMHO
npeoaosieBaeT TPYAHOCTU. Y Hee MHOMO Apy3el cpean pebsit. ” — 6 zier

[ToBegeHune

CuHgpom WAC MOXeET MposiBNSTLCS B psiAe MoBefAeHYeckux npobnem. Y peteit
BbisiBNsnv CABI, ayTu3M, TPEBOXXHOCTb, PAaCCTPOMCTBO CHA M arpeccuio.

“ Bpaun nofo3peBanu ayTusM, HO Y Hero 06Hapymnmce He Bce npuaHakun. OH CUIbHO
LiennseTcs 3a pacrnopsifaoK AHS, Y HEro ecTb MpuYyasivBble NPUBbLIYKU U YBNEYEHUS,

HO 06LLAThCa C NOAbMU €My HpaBWUTCS. Mepea CHOM Yy Hero ecTb CBOM puUTyasnbl, U
YKNaAbIBaeTC OH [10BOSIbHO A0nro. OAuH cnaTb He NobUT. MOXET MPOCHYTbCS,
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packanpu3HM4aTbCs M 6onblie He YCHYTb, €CNM KTO-TO He NsKeT psaoM. Mol
obpaLanvce 3a NoOMOLLbo K coMHonory.” — & sier

Peub

Moutn y Bcex feTelt ¢ cuHapomoM WAC HabntoaaeTcs 3afepXkka peyeBoro passutus.
[0BOPWTbL OHM HAYMHAIOT B BO3pacTe OT rofa W ABYX MecALEB A0 MATU NIEeT. Takue xe
pe3ynbTaTbl NOKasanu u getu, obcnenoBaHHble rpynnoi Unique. Jivwb eanHuLpbl He
MOFyT Hay4uTbCs rOBOPUTL. B pe3ynbTaTe HM3KOro MblleYHOro ToHyca B o6n1actu pta
W ropna y HEeKOTOpbIX AeTell BO3HUKAKT TPYAHOCTU C BbIFOBapuMBaHUMEM 3BYKOB
(an3apTtpus). OgHako B 60onee cTapLueM Bo3pacTe NoYTH BCe MOTyT rOBOPUTb MOMHBLIMM
NpeaIoXeHUMN,

“ Peub— Hawa camasi 6onblas TpyAHOCTb. B wecTb NneT y Hero obHapyxwnu
Cepbe3HOe Hefjopa3BUTME PeUr U apTUKYISLMKM C BO3MOXHOW pPeyeBoit AMCNpaKCuen.
Mbl Bblyunnu s13blK XXeCToB MakaToH, 4Tobbl eMy MoMoub. Ceiyac Mbl €ro yxe He
UCMoMb3yeM, HO B LENIOM 3TOT $3blK O4YeHb YAOOHbIN. MOXHO MCMonb3oBaTh ANS
0OLLEeHMsT B CEMbAX C HapyLleHWsIMU cryxa. Jloronea mocoBETOBan HaM MaTHYHO
Tepanuio ot Talk Tools. Mbl onnatunu ee camu, U He 3ps, — HaleMy ManbyuKy
JeNCTBUTENbHO NoMornn.” — & et

“ OHa OTCTaeT B PeYeBOM PasBUTUM NPUBIM3UTENBHO Ha FOA-NMONTOPA, NMPEANIOKEHUS
CTPOUT [/IMHHbIE U HEYKOXMe.” — 6 s1eT

HaBblkv MENKOW MOTOPUKM

Y peten ¢ cuHppomom WAC HapylueHa Menkasi MOTOpUKa W 3puUTesibHO-MOTOpPHas
KoopauHauusi. O6bbIYHO AETAM NOMOraeT du3nyecKkas u sproTepanmsi.

dusmyeckoe pas3sutue

Jetn ¢ cuHapomMoM WAC poXAaloTcsl C HOPMaslbHbiM BECOM M pacTyT B 06blYHOM
Temne.

B panbHeMWweM HeKOTopble BECAT MEHblLUe HOPMbl, a KTO-TO MOXET HabpaTb
M36bITOYHbIN BEC.

“ Moxxanym, KOHTPOJb MUTaHWsi — 3TO peasibHas npobnemMa. — 6 s7eT



Mpo6nembl co 3q0poBbEM
HW3KMiA MbILLEYHBI TOHYC

HW3KkuiA MbllleYHbIN TOHYC (FMMOTOHMSA) OTMedYaeTcsl Y npumepHo 50-75% petelt u
MOXXET COXPaHATLCA Ha NPOTSHKEHUM BCEro AETCTBA, KaK y ABOWMX U3 Tpex AeTel,
obcnesoBaHHbIX rpynnoi Unigue. OCOBEHHO CUIbHO 3TO MNposiBAsieTcst B 061act pTa
1 ropna, YTo NpMBOAMUT K NIOXOMY MPOM3HOLIEHMWIO U TPYAHOCTAM C FNOTaHUEM.

TpyAHOCTU NpU KOPMAEHUN

OTMeyanucb TPYAHOCTU MpW KOPMEHWM HOBOPOXAEHHbLIX, B TOM 4ucnie 3abpochl
Xenun B Xxenyaok. [letam ¢ Haubonee TsxkenbiMM NposiBneHusMM cuHgpoma WAC
MOXeT noTpeboBaTbCs BpEMEHHOE KOpMJIEHMe 4epe3 HasoracTpasbHylo Tpyoky
(BBOAUTCS B XXENYAOK YEPES HOC).

“ OH He MOr NUTaTbCs rPyAblo, HEe NOMy4yanocb «yxsaTuUTbCs» rybamu. B Bo3pacTte
[BYX Hefenb Mbl Mepewwnn Ha UCKYCCTBEHHOE BCKapMMBaHWE, HO M C HUM Obinu
npobnemMbl — MOMOKO BbITEKANO Y Hero u3o pra. B Tpu roga oH kakoe-TO BpeMms
npuHuMan «leBUCKOH», 4TObbl He cnyyanocb 3abpocoB >kenuu. Ewe 6biau
6ecnpuynHHbIE NPUCTYTbI PBOTHI. TBEPAOW NULLEN OH BCeraa AaBWIICS, U O CUX NOp
4acTo ecT C OTKPbITbIM pTOM.” — & s7eT

3anopebl

3anopbl HabnoaaNNCh Y HECKONbKMX AeTel ¢ cuHapomoM WAC. BapuaHTamu nedexus
ABNAOTCS pasMaryuTeny cryna unmn cnabutenbHble cpeactsa. B 0cobeHHO cepbe3Hbix
C/ly4asix MOryT NoMoYb K/IM3Mbl.

“ [laxxe B MNiafjleHYeCcTBe, KOorfa OH KyLuan TO/IbKO MOJIOYHYHO CMECh, Kasl 6bin TBepablM
1 €ro MOXXHO 6bIfI0 CMbITb U3 MOATY3HMKA B YHWUTa3. Bckope nocne oTnyyeHus oT rpyam
y HEro Ha4yanucb 3amopbl, ¥ HaM MpOMNMCbIBaNM pasnnyHble NlekapcTea. B kakoii-To
MOMEHT CUTyaums yXyALWwuiach, ¥ NPUXOAUIOCh NpMHUMaTL Mx 6e3 nepepbiBa. Celvac
MbiITaeMcst OTyunTbea.” — &8 szer

“ [louka cTpajana oT 3aropoB, 0CO6EHHO B MNIQAEHYECTBE, U Mbl YacTO AaBanu eu
cnabutenbHble. Bpaun roBopusv, YTO 3TO M3-3a HEMEepPeHOCMMOCTM rtoTeHa. B Tpu
roga 3anopbl NpekpaTunuce.” — 6 s1eT

3nunencus

M3BEeCTHO, UTO 3MMNencueit CTpaaatoT HECKOMbLKO AETEN, BK/OYas ABOMX MOAONEUHbIX

rpynnbl Unigue. Mpy NepBoM NOA03PEHUM HYXHO NMPOBECTM 3/1EKTPO3HLIE(AIOrpaMMy
(33r). BcTpeyanucb TOHWUKO-KMOHMYECKUE M (DebpunbHble Cyaopork, nposanbl B
CO3HaHuu.

“ MHorpa y Hero BApYr 3aKaTblBaNMCh rna3a (Bpayu roBopsT, YTo 3TO «adebpusbHbie
NpUCTYMbI NapoKcuama»). OAMH pa3 B CIOXKHBIN NEPUOA Y HEFO CIyYUICS MPUNAZLOK C
noTepen co3HaHUs (TOHWMKO-KIIOHUYEeCKue cyaoporun).” — 8 ser

“Y Hee cmHApoM BecTa [pa3HOBMAHOCTb AETCKOMO SMUAENTUYECKOr0 CUHAPOMa, ANs
KOTOPOrO XapaKTepHbl Cy[OpPOrv, HapyWeHUs 6u1O3NEeKTPUYECKON aKTUBHOCTU
rofIOBHOrO Mo3ra (rMncaputMms) U UHTENNEKTYaNnbHas HEAOCTAaTOYHOCTL].” — 6 s1eT

HapylueHns 3peHus

Coo6LL1anoch 0 LUMPOKOM CreKTpe NaTosoruii, KacaloLmxcs rnas u 3peHus. B ux uucne
— BEeCrnpUYMHHOE CHWXKEHWE 3peHUs, KOPKOBOE HapyleHne (MO3r He MOXeT

6



pacrno3Hatb 06beKkTbl, KOTOpble BWAST rnas3a), [AanbHO30PKOCTb W  CTpabusm
(kocornasue).

“ Y Hero nony4aeTcs 3aKkaTUTb [Mas3a TaK, YTO BUAHbI TONbKO 6enku. Moxoxe, oH
[enaeT 370 cneumanbHo. Elle Mbl 3aMeTunn, UTo OH HEUYBCTBUTENEH AaXe K OYeHb
SIPKOMY CBETY — He MOPraeT U He 0TBOpauMnBaeTcs. He 3Hato, Kak 3To 06bSCHUTb. Mbl
MOCTOSIHHO HabntogaeMcs y opTanbMonora, 1 Bpaum roBopsT, YTO HUKAKMX NaToNOrmn
HeT.” — 8 neTt

“Y Hee o4eHb xopollee 3peHne.” — 6 s1eT
Peunaveupytowme pecnupaTopHble MHbeKLMn

MoyTV y NOMOBUHBI AETEN, YNOMSIHYTbIX B MeAMUMHCKOW nuTepaType, Habntoganu
PELMAMBUPYIOLIME PECNMPATOPHblE WHGeKUMM. Yalle BCEro OHM BO3HMKaNM B
peTcrBe. Takke 6bl1 3aMeyeHbl Cllyyan acTMbl M NaToNOrMYECKMA TUMN AbIXaHus.

“ Jlerkne — ee cnaboe mMecto. Kaxxaas NpocTyaa NepepacTaeT B IErOYHY0 MHMeKLMIO
CO CBUCTAWMMUK Xpunamu. ” — 6 et

AHOManuu passuTUS roJIOBHOrO Mo3ra

Y HEKOTOpbIX AeTel 06HapY)XeHbl aHOMaNMK rOfIOBHOIO Mo3ra. Yalle Bcero cooblaot
06 yBennYeHnn xenyao4koB (BEHTPUKYIOMErannm) Unv paclumpeHnun nonocTu Mexay
AByms obonoykamu Mosra (cybapaxHoupanbHOro MpoCTpPaHCTBa). JTO BAMSIET Ha
CNocobHOCTb OpraHu3Ma BblBOAWUTL CMMHHOMO3rOBYIO XXWAKOCTb M3 MO3ra, 4TO
npneBoanT K FI/I,Cl,pOLl,eraﬂVIVI — CKOMJIEHUIO XMAKOCTU B MO3re. BCTpe‘-IaIOTCFI Takue
aHOManuM [ocTatodyHO peako. B 6onee pepkux cnyyasix  AvarHOCTUMpoBanu
MEXMONYLIAPHYIO aCUMMETPUIO.

“ B 10 mecsiueB caenann MPT. OHO nokasano y4vacTku C «b6enbiMvM NSTHaMu»
[m3meHeHune 6enoro BellecTBa ronoBHOro Mo3ra]. Yepes rog cxoawnmn Ha NoBTOPHOE
MPT. Benble nsTHa ucyesnn.” — 6 s1ier

M36bITOYHBbIN poCcT BoNoc (rMpcyTU3M)

Y HeKoTOpbIX fAeTei Habnoganu M3bLITOYHOE OBOJIOCEHUE YacTeN Tena, Ha KOTOpbIX
BOJ10CbI 06bIYHO OTCYTCTBYIOT WM PacTyT B HEGO/MbLLIOM KonMyecTse. M3 Tpex aeTei,
obcnefoBaHHbIX rpynnoi Unigue, 3Ta aHoManus BbisSiBIEHA Y ABOMX.

[Apyrve BpoXaeHHbIE MOPOKM

Onm1caH LWWPOKKMI CNEKTP BPOXXAEHHBIX MOPOKOB, OHAKO OHWU BCTPEYAOTCS HE Y BCEX
neteli ¢ cuHapomoM WAC. Bbinn o0bHapy»keHbl MaTonorum noyek, OKKI03us CesHoro
KaHana, aHoManuu ApixaTenbHOro ropna (Tpaxeu), Aucnnasus Ta3obeapeHHbIX
CyCTaBOB, NOTEPs! C/lyXa, NMOPOKU PasBUTUS CTOM U KUCTEW PYK, CHKEHWE UMMYHWUTETA
U3-3a peLmanBUPYIOLUMX UHDEKLMIA, CHKEHME YMCIa NENKOLMTOB UM TPOMBOLMTOB
B KpoBMW, AvadparmanbHas rpbbka (HefopasBUTUE MbILLEYHOW NEPEropoaku Mexay
GPIOLLIHON U rpyAHON MOMOCTSAMM, M3-3a YEro opraHbl GPOLLHONM MOMOCTU CMELLAOTCS
B FPYAHYI0).

Kak npasuno, petn c aeneumamm 10p12pll, koTopble BkOYalOT Kak WAC Tak m
cocefHvie reHbl, uMmetloT 6onee cepbesHble nNpobnembl CO 340pPOBbLEM, YEM AeTu C
MyTaumsiMu TonbKo reHa WAC. Matonorum cepaua Yalle Bcero HabnoaaloT y aetei ¢
deneunamm 10p12p11.



PekoMeHpaauumn
Mpw nocraHoBKe AMarHosa:

KOHTponb NUTaHus npu HeobxoanmocTu
SnekTpoaHuedanorpaMmMa (33N npy NOAO3PEHMM Ha NUNENCULD
MNposepka 3peHus

JleueHue 3anopa npun HeobxoaMMOCTH

[narHocTka HapyLLeHns rioTaHust Npyu HeobxoaMMOoCTH

Mocne nocTaHOBKM AnarHo3a:

MocTosiHHOe HabnoaeHne y AeTckoro AedekTonora
Mopaepxka pa3suTusa pedu

®u3nyeckas Tepanua 1 aprotepanus Npu HeobxoanMocTH
PerynsipHble NpoBepKu 3peHunst



CeMbM paccKasbiBaloT...

“ OH HaCTOSALMIA 030PHUK B CAMOM J1ydLLIEM CMbIC/Ie crioBa! YacTo Wwanut, 4Tobsbl
paccMeLlnTb OKpY>XKatoLmX. [pAYeT UrpyLLKn 1 CipawimMBaeT, rae OHK, a NoToM
rOBOPWT, UYTO 3Has C CaMoro Hayana. Mbl npocuM ero: «Ckaxu, g ntobo Mamy». A
OH oTBeyvaeT: «S mobnto Xoyn» (Xoyn — 310 coceackast cobaka). MoToM BOBCO
XOXOYET U BCe-Taku NoBTOpPSET: «S o6t MaMy». OH Bcel AyLlwol MobuT MnaaLlyto
cecTpeHky. OboxxaeT 06HMMaTb €e U 130 BCEX CUIT CTapaeTcsa paccMewnTb!” — 3
roga

“ OHa o4YeHb OTKpbITas M MUMas Manbiwka! Ei HpaBUTCS BCEM MOMoOraTb U BCEX
papoBaTb.” — 6 s1eT

“ OH HEOBbIKHOBEHHbIM, YacTo LWYTUT U CMELIUT Hac. YTobbl 3aHSATb €ro, Mbl
NpuayMbIBaeM UHTEpECHbIE Urpbl. OH NOBUT UrpaTb C CECTPOMN UM CO BCEN CEMBEN.
OH OTNMYHO MOHMMAET LLUYTKKM, CEMYAC ero Hayano 3abaBnsiTb TO, YTO OH BMAUT MO
Teneeusopy. Hac 3To oueHb paayet.” — & sier



My6bnukauun

Abdelhedi et a/(2016). A de novo 10p11.23-p12.1 deletion recapitulates the phenotype
observed in WAC mutations and strengthens the role of WAC in intellectual disability
and behavior disorders.Am J Med Genet A. 2016 Jul;170(7):1912-7. PMID: 27119754

DeSanto et a/ (2015). WAC loss-of-function mutations cause a recognisable syndrome
characterised by dysmorphic features, developmental delay and hypotonia and
recapitulate 10p11.23 microdeletion syndrome. J Med Genet. Nov;52(11):754-61.
PMID: 26264232

Lugtenberg ef a/(2016). De novo loss-of-function mutations in WAC cause a
recognizable intellectual disability syndrome and learning deficits in Drosophila. Eur J
Hum Genet. Aug;24(8):1145-53. PMID: 26757981

Mroczkowski et a/(2014). Interstitial 10p11.23-p12.1 microdeletions associated with

developmental delay, craniofacial abnormalities, andcryptorchidism. Am J Med Genet A.
Oct;164A(10):2623-6. PMID:

25073539

Okamoto ef a/(2012). Deletion at chromosome 10p11.23-p12.1 defines characteristic
phenotypes with marked midface retrusion.J Hum Genet. Mar;57(3):191-
6.PMID:22258158

Shahdadpuri et a/ (2008). Pseudoarthrosis of the clavicle and copper beaten skull
associated with chromosome 10p11.21p12.1 microdeletion. Am J Med Genet A. Jan
15;146A(2):233-7.

Sosoi et a/ (2015). Prenatal and postnatal findings in a 10.6 Mb interstitial deletion at
10p11.22-p12.31.J Hum Genet. Apr;60(4):183-5. PMID: 25652353

Uehara et a/(2018). Three patients with DeSanto-Shinawi syndrome: Further
phenotypic delineation. Am J Med Genet A. 2018 Jun;176(6):1335-1340.

PMID: 29663678

Vanegas et a/(2018). DeSanto-Shinawi Syndrome: First Case in South America. Mol
Syndromol. 2018 May;9(3):154-158. PMID: 29928181

Varvagiannis et a/(2017). WAC-Related Intellectual Disability. PMID: 29190062
Wentzel et a/(2011). Genomic and clinical characteristics of six patients with partially
overlapping interstitial deletions at 10p12p11. Eur J Hum Genet.

Sep;19(9):959-64. PMID: 21522184

10


https://www.ncbi.nlm.nih.gov/pubmed/?term=Abdelhedi%2BWAC
https://www.ncbi.nlm.nih.gov/pubmed/25073539
https://www.ncbi.nlm.nih.gov/pubmed/25073539
https://www.ncbi.nlm.nih.gov/pubmed/25073539
https://www.ncbi.nlm.nih.gov/pubmed/25073539
https://www.ncbi.nlm.nih.gov/pubmed/18080323
https://www.ncbi.nlm.nih.gov/pubmed/18080323
https://www.ncbi.nlm.nih.gov/pubmed/18080323
https://www.ncbi.nlm.nih.gov/pubmed/25652353
https://www.ncbi.nlm.nih.gov/pubmed/25652353
https://www.ncbi.nlm.nih.gov/pubmed/25652353
https://www.ncbi.nlm.nih.gov/pubmed/29663678
https://www.ncbi.nlm.nih.gov/pubmed/29663678
https://www.ncbi.nlm.nih.gov/pubmed/?term=Vanegas%2BWAC
https://www.ncbi.nlm.nih.gov/pubmed/?term=Vanegas%2BWAC

F'pynnbl B Facebook u apyrue caiitbi

https://www.dessh.org/ - The DESSH: . ”“ /ﬂ'ns ”“ /ﬂ'n\

HekoMMepueckoe coobLLEeCTBO POACTBEHHMKOB AETEN C
cmHapomoM [eCaHTo-LUnHaBm 66110 co3aaHo, YTobbl D E SS H
BbISIBNISITb HOBbIX MALMEHTOB, CNOCOOCTBOBATb DeSanto-Shinawi Syndrome

HOBbIM UCCNefoBaHNAM M cobupaTb cpeacTBa AN
OKa3aHus nomouun B nedeHmmn DESSH.

https:/ /www.facebook.com/groups/dessh/ - 3akpbitas rpynna ans poauteneil/
6113KNX pOACTBEHHUKOB MaUMEHTOB. TpebyeTcs noaTBEpPXKAEHNE 3asBKU.

https://www.facebook.com/curedessh/?modal=admin_todo_tour
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Uudopmauma n nopaepxka

Understanding
chromosome
disorders

UnidUe

Fpynna nopaep)Xku ceMei C peAKUMMN XPOMOCOMHBIMU OTKJIOHEHUSIMU
The Stables, Station Road West,

Oxted, Surrey RH8 9EE, UK

Ten.: +44(0)1883 723356

info@rarechromo.org I www.rarechromo.org

MpucoeauHsaiTech k cooblecTBy Unigue, YTo6bl NONYYUTb
AONOJIHUTENIbHYI0 MH(OpMaLUuIio, He06X0ANMMYIO NOMOLLb U KOHTaKTHbIE
AaHHble ceMeil C aHaJIorM4yHoi npo6bnemoi

Unique — 310 6naroTBopuTeNbHast HeroCylapCTBeHHast OpraHu3aums.

®durHaHcoBasi NoAAePXKKa OCYLLECTBIISIETCS 3@ CYET IPAHTOB M MOXEPTBOBaHWN. Bl
MOXEeTe cAenaTh NoXepTBOBaHME Ha HalleM oduLManbHOM caiTe
www.rarechromo.org/donate Moxxanyincra, NoMornTe HaMm NoMoYyb Bam!

[pynna noaaepXku CeMe C peakMMm XpPOMOCOMHbBIMU OTKIOHEHUSIMU.
HoMep B peecTpe 61aroTBOpUTENbHbIX OpraHm3aumii: 1110661.
Homep B peecTpe koMnaHuii AHruK 1 Yanbca: 5460413
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