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Aynnukauun 14q

Oynnukaumst 14-i1 XpOMOCOMbI — peaKoe COCTOsIHWE, BbI3BAHHOE MOSIB/IEHUEM
[LOMOJSIHUTENBHOMO CErMeHTa reHETUYECKOro MaTepumara OfHOM 13 46 XpOMOCOM, KOTOpoe
MPVBOAUT K HANMUMIO AOMOSHUTENBHBIX KOMWI FEHOB Ha 3TOM cermMeHTe. MpaBuibHoe
KOJIMYECTBO FEHETUYECKOM MHGOPMaLIMK OYEHb BAXXHO ANl HOPMAIbHOMO pOCTa U pPas3BUTUS
yesioBeka, a Hanm4yue A0NONHUTENBHOro reHETUYECKOro MaTepuana MOXeT Bbli3blBaTb
npobnembl. OgHAKO NPUPOAA BO3HUKLLKMX NPO6/EM 3aBUCUT OT CEMMEHTA XPOMOCOMbI, KOTOPbIN
6611 AyNAMUMPOBaH, a TakxKe reHoB, KOTOpble HAaXOAATCS B JaHHOM CErMEHTE, U B HEKOTOPbIX
CNyyasx — OT Kakoro poauTens 6bl1 yHacneaoBaH AaHHbIN cerMeHT. Ha ceroaHsILWHWA AeHb Ha
14-1 xpoMocoMe obHapy»xeHo 730 reHos.

["@Hbl 1 XpOMOCOMBI

Hallie Teno cocTouT M3 MUNINMApPAOB KIIETOK, 60/bLUast YacTb M3 KOTOPbIX COAEPXXMT MOJHbIA HAabop
[LECATKOB ThICSIY F€HOB. ['eHbl BbIMOSHSAIOT POJlb MHCTPYKLMI, KOHTPOMMPYIOLMX POCT, PasBUTHE U
paboTy Tena. MeHbl HaXoAATCS Ha MUKPOCKOMMYECKUX HUTEBMAHBIX CTPYKTYPax — XPOMOCOMaXx.
O6bIYHO Y YenoBeka HacuMUTLIBAETCS 46 XpOMOCOM, 23 HacneaylTcs OT MaTepu u ewe 23 — oT
oTUa, TO eCcTb ABa Habopa no 23 XpoMocoMbl. He cunTasi AByX NOSOBbIX (ABE X-XPOMOCOMbI Y
aeBoyek, X- 1 Y-XpoMOCoMa y Manb4MKOB), XPOMOCOMbI HYMepytoTcs uucnamm ot 1 go 22, kak
npaBwuo OT caMoii 60/IbLLO NO pa3Mepy XPOMOCOMbI K CAMOI MasiEHbKOW.

Ka)xaasi XpoMocoMa MMeeT Ba MNjieya: KopoTkoe 0603HaYaeTCs CUMBOJIOM P, OT cloBa petit (c
p. ManeHbKui), U ANMHHOE - ¢ (KOPOTKOE MIeY0 306paXkeHo Ha CxeMe CBepXy Ha
cneayloLLelt CTpaHuue, ANMHHOE — BHU3Y). KopoTkoe nieyo (p) 14-i XpoMOCOMbI OYeHb
MaJIEHbKOE, 1 CUMTAETCS, YTO €ro AYM/IMKALMS HE MOXET MPUUMHUTD HUKAKOro Bpeaa.
N36bITOUHBIN FEHETUYECKUI MaTEPUan C AZIMHHOIO M/1eya, HanpoTWB, NPEAnoIOXUTENLHO
umeeT 6onee oLyTUMbIEe NOCEACTBMS, NOCKO/IbKY 3Ta YaCTb XPOMOCOMbI COAEPXUT BAXKHYIO
reHeTMYecKyto HhopMaLmio.

XpOMOCOMbI Hefb3$ YBUAETb HEBOOPY>KEHHBIM [1a30M: OHU CTAHOBATCS BUAHbI TOSIbKO MOCne
OKpaLLMBaHMs, CO3AAIOLLErO XapaKTePHbIM PUCYHOK MOMOC, KOTOPbIM MOXHO PasnnyuTh MOA
MUKPOCKOMOM. Ha cxeMe Hwbke nokasaHbl y4acTkn 14-i XxpoMocoMbl. OHM NMPOHYMepoBaHbl,
HauMHas C y4acTKa, rae nepecekarnTcs KOpoOTKoe U ASIMHHOE MeY0 XPOMOCOMBI -
ueHTpomepbl. HebonbLioe uncno kak B ql1, pacnonoxeHo 6a13Ko K LeHTpoMepe. YJacTku,
61u13KMe K LeHTpoMepe, Ha3blBaloTCs MPOKCMMasibHbIMU. Bonbluoe uncno Kak B q32
pacnonoXeHO Ha Kpakto XpPOMOCOMbI, Ha TaK Ha3blBAEMOM AMCTaJIbHOM Y4aCcTKe XpOMOCOMBI,
NOCKOSIbKY OHW yAaneHbl OT LEeHTPOMEPbI.

KapunoTtun

MoapobHee 0 TOM, MaTepUan Kakoi XPOMOCOMbI Bblf1 yTEPSIH, MOXKET PaccKasaTb Bpay-reHeTuK.
Ckopee BCero, BaM HasHayaT KapuoTWM — aHasu3, NoKasblBaOLWMIA, rae pa3opBanvch U
COEAVMHUIIUCb YYACTKM XPOMOCOM. YUAcTOK XPOMOCOMbI MOXET COIEPXKaTb MHOXECTBO FEHOB 1 B
3aBMCHMOCTM OT TEXHOJIOTMK, KOTOpas 6biNia UCMomb30BaHa Anst UCCNeNoBaHUs OyrinKaumum,
KapuoTu1M MOXET MHOrAA NoKasblBaTb, Bblv M AyNIMUMPOBaHbI ONPeAEeneHHbIE FeHbl MU HET.

KapvoTun Bawero pebeHka MOXET BbIrNSAETb NOYTU UM MNOSTHOCTBIO TaK Xe, KaK Y ApYyrux
feTeit u3 6asbl AaHHbIX Unique unm MeanumHCKon nutepatypol. Ho gaxe y nogen ¢
OAMHAKOBbLIM KapuOTUMOM CTPYKTYpa XPOMOCOMbI MOT/1a HapyLWKUTLCSA B Pa3HbIX TOYKaX OAHOIO
M TOrO Xe y4yacTka. B 3TOM 1 3akntoyaeTcs rnaBHasi NpyUUYnHa, NOYEMY Y JIIOAEN CO CXOXKUMM
KapuvoTMNaMn He BCeraa NposiBASIOTCA OAMHAKOBbIE HAapYLIEHUS UK OCOBEHHOCTU.
MposiBNeHNs MOryT CUNTbHO Pa3nMyaThCsl, NO3TOMY BaXKHO HE CPaBHMBATL Ballero pebeHka ¢
ApyruMun. OAHaKO HEKOTOpble 0COBEHHOCTM M NPO6NEMbI CO 3A0POBLEM Y NHOAEN C
oynnvkauven 14q noxoxu. B 3Toi 6poluope paccMaTpyBarOTCS UMEHHO OHM.
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Ba)kHO 5, OT Kakoro poauTtens 6bina yHacneaoBaHa
AOMNOJIHUTENbHaA YaCcTb XpOoMOCoMbl 14q?

M36bITOYHBIN MaTepyan 14-i XpPOMOCOMbI HacneayeTcsl OT MaTeEPU UK
0TUa U NPOSIBNIEHNS MOTYT pa3nnMyaTbCs B 3aBUCUMOCTU OT TOro, OT KOro
u3 poamTens 6bln yHacnenoBaH AOMOMHUTENbHbIN Kycodek 14-i
XPOMOCOMbI. TO O6BACHSAETCA TaKUM SIBIEHUEM KaK UMMPUHTUHT, Npu
KOTOPOM OrpeaenieHHbIe y4acTKNM XPOMOCOM MOryT MPpUBOAUTL K Pa3HbIM
NPOSIBNIEHMSIM B 3aBUCUMOCTM OT TOrO, OT KaKOro poANUTENst OHU Bblin
YHacnefoBaHbl. IMAPUHTUHE B Cllydae Aynnvkaumii 14q nposinsietcs B
TOM, YTO pebeHKy nepeaaeTcs CTaHAAPTHbLIV HABOP FeHOB OT OAHOIO
poauTens 1 yABOEHHbIN Habop — OT BTOporo. M3BecTHo, 4To
onpeaesnieHHble reHbl Ha 14-1 XxpoMOCOMe UMMPUHTUPOBAHbI U MO3TOMY
[eTu, KoTopble yHacneaosanu Aea nneyva 14q ot Mambl MO NPOSIBAEHUAM
OYeHb OT/IMYAIOTCA OT AETel, KOTopble yHacneaoBanu Aga nneda 14q ot
nanbl (cM. 6powntopy Unigue o6 ogHopoaMTenbCckoi ancommum 14-i
XPOMOCOMbI).

Mo Nony4YeHHbIM JaHHbIM, HEKOTOPbIE NPOSIBNIEHWS NPK AynnvKauum 14q
3aBUCST OT KOHKPETHbIX Y4aCTKOB Mjie4a XpOMOCOMbI, KOTOpble 6binn
BOBJIeY€eHbl. YacTb CBUAETENLCTB AaHHOM 3aBUCMMOCTH OCHOBaHa Ha
MCCNEefOBaHMU LECTU YJIEHOB CEMbM, UMEIOLLMX AYMNKALMIO
HebonbLworo yyactka 14931, KoTopble BbIrMSiAENN YCIOBHO 340POBLIMMI
3a WUCK/IIOUYEHNEM OAHOMO pebeHka C YMEPEHHOMN 3aZepXXKoi pa3BuTus. B
[laHHOM Crlyyae aynnvkaums 6bina yHacneaosaHa OT MaTepu, YTo
NO3BOMSIET NPEANOIOXKUTL, YTO Hebonblas Aynavkaums 14931,
nepeaaBaeMasi OT MaMbl, B LIE/TIOM HE HECET OMacHbIX NOCEACTBUN. B
LPYroi ceMbel ¢ Apyroi HebonbLlon Aynnukaumeit ydactka 14q31
pebeHok ¢ Hanbonee BblpaXXeHHbIMU NPOSIB/IEHWSIMU YHace[0Ban
LynavKaumio OT MaMbl, YTO AAET NPEANOOXUTL, YTO B JaHHON CEMbE
nposieneHuns 6oinn 6onee Markumm ecnu 6bl Aynankaums 6oina 6ol
yHacnegosaHa oT nanbl (cM. «CeMbM € gynavkauusamm 6e3
BbIpPa)Xe€HHbIX NPOsB/EHUA>, cTp. 5). Ha MoMeHT nybnnkauun 6a3a
1ccneaoBaHuin 0 BIMSIHAM UMMPUHTUHIA eLle nonosiHaetcs (Palmer
2006; Sutton 2002; Mignon- Ravix 2001; Georgiades 1998; Robin 1997).

NcTOYHUKM
WHdopmauus,
onybnnkoBaHHas B
[laHHoW 6poLutope,
YacTUYHO B3siTa U3
MEANLIMHCKOM
nuTepaTypbl. Bo MHOrmx
cryyasix AeTanbHbIi
MOMEKYNAPHbIN aHanu3
He NpoBOAMCS U
OMMCaHHble cryYam
4acTo TaKxe BKIKOYanu
Aeneuno unm
OynivMKauumio Apyron
XPOMOCOMBbI, HO Ha
HACTOSILLMI MOMEHT 3TO
HaunyuLwas
nHdopmMaums 13
OOCTYMHbIX
nccnefoBaHuU.

MIMsi nepBoro aBTopa 1
Aata nybnnkaumm
cTaTel ykasaHbl Ans
TOro, 4Tobbl Bbl MOIN
HalTX aHHOTaUUK UK
MoJiHble CTaTby B
WHTEPHETE UK
OHMaliH-6a3e Hay4HbIX
nyénukaumin PubMed.

AHHOTaLUMN U CTaTbK
TaKXe AOCTYMHbI 1 Ha
caiite Unigue.

Momumo 3TOro, B
6polutope npuBeaeHa
nHdopmaums us 6asbl
OaHHbIX rpynnbl Unigue.
Ha MoMeHT HanucaHus
6powtopbl B Unigue
66111 44 yenoseka c
oynnvKaumen
XpoMocoMmbl 14q, y 24
13 KOTOpbIX 6bina
yucTas aynamkaums
14q 6e3 BbIIBNEHHbIX
aeneuvn unm
LynavKaummn apyrmux
xpomocoM. B 2006 roay
noApo6HbIN ornpoc
npownu 18 cemei.



Monxas pynnukauus (Tpucomusn) 14q

Mpwu 3a4aTvm y pebeHka MOXeT MOSIBUTLCS Lienoe A0NOSTHUTENbHOE A/IMHHOE
nne4yo 14-i xpoMocoMbl. OBbIYHO Takoe NPOUCXOAWT, KOTAa OAMH U3
poauTenel SIBASIETC HocuTesneM pobepTCOHOBCKAs TPaHCI0Kaums, npy
KOTOPOW ANMHHOE nnieyo 14-i XpOMOCOMBI C/IMBAETCS! C ANIMHHBIM M1€4OM
LpYroi XpoMOCOMbI, Yalle Bcero, ¢ 13-i unu, B nopsiake ybbiBaHus
YyacToTHoCTH, 21-14, 15-i1, 22-I1 unn 14-i. Kak npaBuio AeTU C LEeNbIM
[OMOSIHUTESNBHBIM NNIeYoM 14q He BbDKMBAIOT A0 POXAEHUS U 0BbIYHO
npoucxoauT notepst 6epeMeHHOCTU. OfHaKO cpean Tex AeTel, KoTopble
BbDKMBAIOT, MHOTME UMEIOT YacTb KNETOK C HOpMasibHbIM HabopoM XpOMOCOM
M YacTb — C Aynnaunkaumel 14q. Takoe siBneHne M3BECTHO MoA Ha3BaHWEM
MO3au4yHoOM TpUcoMum 14-in XxpoMocoMbl. DEHOTUMMYECKUE NPOSIBIEHUS Y
[eTell C MO3anyHON TpucoMmen 14-i XpOMOCOMBI Kak NpaBuio SIBASOTCS
6onee TSHKENbIMUA, YEM Y AETEN C YaCTUYHOW AynnvKaumen 1 BKIOYaloT B
cebs 3aaepXxKy pocTa U pa3BuUTHs, HeobblUHble NLeBble 0CO6EHHOCTH
(LWMPOKMIA B3AEPHYTbIN HOC, HEMpaBWIbHO CchOPMUPOBAHHLIE WK
pacrnonoXeHHble YLIW, ManeHbKasi HUXKHSS YentoCTb U KOPOTKas Lest),
BPOXXAEHHbI MOPOK cepaLa M MUHOPHbLIE aHOMaNuM MOMOBbIX OPraHoB Y
ManbunKkoB. B aaHHOM 6polutope paccMaTpyBatoTCS Ayrnnankaumm Yyactu 14q
XPOMOCOMbI, B TOM YuCEe KPYrHble Agynamkauumn mexay 14922 n 14q32, a
TaKxke Aynavkaumm, KoTopble 3axBaTbiBaloT 14q13 1 BKAIOYAOT KOHeL
ONVHHOrO neva.

KpynHble aynninkauum Mexxay yyactkamm 1422 m 14932

B MeaMUMHCKON nUTepaType OnMcaHo OKO/I0 BOCbMU MOAOGHLIX Cly4aes,
BKJItOYast Cnyyald, rae 6oee YeM OAMH USeH CEMbU UMEN MNPOsBNEHUS, a
Takxke yneHbl Unigue ¢ HEOONMbLIMMM AyNAMKALMAMM Ha yyacTkax 14931 n
g32. Kpome Toro, 661511 onmcaHbl MO MeHbLUIE Mepe ABeHaAUaTb Y/IEHOB
Tpex cemMel ¢ HebosbLLOK AynnuMKaumen ydacTka 1431 unm 6onee KpynHo
aynnvkaumen ot 14g24.3 o 14g31 6e3 Kakux-nnbo BblpaXkeHHbIX
HapyLweHuin pa3suTus (Palmer 2006; Mignon-Ravix 2001; Robin 1997; North
1995; Rivera 1992; Gilgenkrantz 1990/2; Mikelsaar 1987; Sobel 1984;
Nikolis 1983; Orye 1983; Unique).

Aynnukauusa yyactkos 14q22~24 - 14q32

OnucaHHble B nuTepaType Cny4vau Ayniavkaummn cermeHTa ot 14q22~24 no 14q32
BK/IOYAIOT 29-NeTHEro naumeHTa u ero nnemsHHuka (Rivera 1992; Gilgenkrantz
1990/2; Mikelsaar 1987; Sobel 1984; Nikolis 1983; Orye 1983). MNposiBneHust bbinu
He cneumnuYHbIMU 1 BKITIOYanM B cebst HU3KUIA BeC Npu poxxaeHun (oT 2,25 kr ao
2,9 Kr), 1 B HEKOTOPbIX CNyYasx HU3KWUI POCT B AETCTBE, 3aAE€PXKKY PasBUTUS,
3a4epXKKy peun 1 TpyaHOCTH B 0BydeHun.

OnucaHHble B nuTepaType NposiBfeHus 6blanM 4OCTaTOMHO TSHXKENbIMU 1 BKIKOYanu B cebs
npobnembl C cepaueM y ABYX MnaaeHueB (B 0AHOM Criyvae obHapyXeH aedekt

MEXOKeNy04MKOBOM neperopoaku (AMXKM) — oTBepcTve MeXay Xenyaoukamu cepaua).

JNeyenne AMXIT Ha3HayaeTca MHAMBUAYASIbHO: ManeHbKOe OTBEPCTUE MOXET 3apacTu
caMocCToATeNbHO, a Ans nederHus 6onee kpynHoro AMXI obbivuHO TpebyeTcs xvpypruyeckoe
BMeELLATENbCTBO. B 0AHOM TSXKENOM ciydae y pebeHka BbiSIBUIM KanaH 3aaHel ypeTpsbl
(obCTpyKUMIO KNanaHa, BO3HUKAIOLLYIO MPU BbIXOAE MOYM M3 MOYEBOMO Ny3blpsi), MOYEYHYIO
HeA0CTaTOYHOCTb M HEAOPA3BUTUE Nerkux. Takke MOryT 6blTb 3aTPOHYTbI 3peHUE U CyX,

BK/10YAsi BPEMEHHbBIE HApPYLUEHUS], CBS3aHHbIE C SKCCYAATUBHBLIM OTUTOM. B Apyrom cryyae y
pebeHka ¢ aynnvkaumei 14q22q24.3 Habnoaanack aTpesnst XoaH (3apalleHne oTBepCTui,
COEAMHSIIOLLMX HOC U HOCOMNOTKY), TpeboBaBLUee PEKOHCTPYKTUBHOM XMPYPruyeckomn




onepaunm, uMMyHoaeduumt, AMXKI n aHomanuu nonosbix opraHos (North 1995). Oba
OMMCaHHbIX Bbllle pebeHka C aynnvkaumein 14q22~24-14q32 cKOHYaNNCb, OAMH B BO3pacTe
yeTblpex MecsiLeB, Apyro — AecsT MecsiLeB.

B HeKOTOpbIX Crly4asx 06Hapy>XMBanMCb He3HaUUTENbHbIE OCOBEHHOCTM pyK, HanpuMep,
efiMHas nonepeyHas NagoHHAs CKIaZKa, KOPOTKME UK CYXatoLWMecs K KOHLUY nanbupl. Y ABYX
neten ¢ aynnukauven 14924932 oTMedancs CXOXUN BUA YAIMHEHHbIX 60/bLUMX NanbLeB U
CpefHVX NanbLeB, KOTOpble NEPEKPLITNCL COCEAHNMM NanbLuamMu pyk. [Boe aeTen poannmck ¢
3KBMHOBapYCHOM AedopMaumeit ctonbl (KOCoNanocTsio), MpY KOTOPOM CTYMHS OTK/IOHSIETCS
BHYTPb OT NPOAOSIbHONM OCY roneHun. B noaobHbIx cnyyasx Tpebyetcs Koppekums, 06bI4HO C
NMOMOLLbIO XMPYPruyeCcKoro BMellaTenbCTBa.

YTo KacaeTcs clydaeB HECKOSIbKO MEHbLUEN AyrnMKaumMm Mexay ydactkamm 14q23.3 u
14g32.3, nposiBneHuns 6blIn MeHee BbIPaXKEHHBIMM, C 3aA€PXKKW Pa3BUTUS B MeHbLUEN
cteneHun. C TOYKM 3peHUst pa3BUTUS ABUraTeSbHbIX HaBbLIKOB, MO UMetoLLEecs nHdbopMaumu,
[eTn Hayyanucb NepeBopayuMBaThCcs B BO3pacTe 6—7 Mecsues, caauTbcd — B 9 - 15 mMecsues,
npu 3ToM MobunbHble HaBblkM 6e3 noaaepXxkn 6binn AOCTUNHYTLHI MPUMEPHO K MEPBOMY rOAY,
a xoabba — KO BTOPOMY roay >xu3Hu. OgHaKo He BCe AETM Havanm XoauTb: pebeHoK ¢
nynnvkauven 14q22g24.3 B BO3pacTe YETbIPEX C MOSIOBUHON NIET HE MOT HU XOAUTb, HU
roBOpUTb.

Aynnaukauus ot 14q31 no 14q32 MeHbLUIEro pa3Mmepa

M3 orpaHuyeHHoro obbeMa MHGOPMaLmMK, LOCTYNHOW Unigue, U3BECTHbI ABa CNOXHbIX
KIMHUYECKUX Clydast. Y ofHOro pebeHka ¢ Aynnvkaumen yyactka 14932 passunmch
abcaHCbl, KOTOpble KOHTPOIMPOBaNMCh NPOTUBO3NMNENTUYECKUMM NpenapaTamMu. [pyroi
pebeHOoK poanncs C KOPOTKUM BEKOM, UTO MPUBENIO K TOMY, YTO OH He MOT 3aKpblBaTb
rnasa. 370 coCTosiHMe, HabnoaaeMoe Takxke M y Apyrvx NauMeHTOB C Aynnukaumein 14q,
TpebyeT XMpypruyeckoin KoppekLum, noce KOTOpol 3peHne pasBUBAETCS HOPMaslbHbIM
obpaszom (cm. Hayleigh, ctp. 12-13).

Takxe HabnoganmMcb yMepeHHasi 3aiep)kka MOTOPHOIO PasBUTMSI, CHKEHHDIN MbILLEYHBIN
TOHYC (MMMNOTOHMS), HaBblK CaMOCTOATENbHON X0Ab6bI NpUoBpeTancs Ko BTOPOMY-TPETbEMY
roay >u3sHu. KacaTenbHO Mesikoi MOTOPUKM, OMUCaH Cryyait, koraa pebeHok cemMu net
UCMbITbIBaN BblpaXXeHHbIE CIIOKHOCTY C yAEpXXMBaHWEM PyYKM 1 NUCbMOM. B cpegHeM feTtu
HauMHaIM YnTaTb B BO3pacTte 6-8 net, a roBoputb € 3-4 neT. HaBblkn camMoobcnyxunBaHus
pa3Bunuck B Bo3pacte 4 net (Unique).

CeMbM c gynnmnkaumei 6e3 BbipaXKeHHbIX NPOABIEHU

B 04HOM ceMbe LWeCTb YeNnoBeK SBASNUCL HOCUTENSIMU Aynnmkauum ydacTka 14931,
yHacnefoBaHHON OT MaTepu, MpU 3TOM B NSTU C/ly4asix BbIPaKEHHOMO BAUSHUS Ha UX
pa3BUTUE M POCT He O6HAPYXMIIOCh. Y LIECTOro YeHa CeMbM AynavKaums, BEPOSITHO, He
Cbirpana HUKakow posu B 3aaepykke passutus (Mignon-Ravix 2001). B apyroit ceMbe YeTbipe
yerioBeka SIBMSNIMCh HOCUTENSIMM HEBOMBLLOK AynaMKaumMM YacTu ydacTka 14q31. Y oTaenbHbIX
UneHoB ceMbu Habnaanuck pa3HoobpasHble Npobnembl, B TOM UNCNE KaTapaKTbl U 3aAepXKKn
B pa3BUTUM, HO, MOCKO/bKY OAMH YNEH CEMbU C AynavKaumen 6bin YCIoBHO 340POB M He UMen
3aZlEPXXKV Pas3BUTMS, NPUYMHA, CKOpee BCero, Hbiia He B 3TON ManeHbKoM Aynivkaumm
(Palmer 2006). B elle ogHOM ceMbel y OTLa C foYepblo 6bia 06HapyeHa Aynamkaums
14g24.3g31, npu 3TOM y OTLa OTKIOHEHMUI ONMUCaHO He BblNo, @ Y AoYepy OHK Bbln
He3HaunTenbHbiMM (Robin 1997).

OAHO 13 BO3MOXHbIX O6BSICHEHUI BbILLIEONMUCAHHBIX HAXOA0K MOXKET 3aK/Iio4aThCs B TOM, YTO
AynnvKaums Bbi3blBAET pasHble NPOSIBNEHNS B 3aBUCMMOCTH OT TOrO, OT Kakoro poauTens oHa
6bina yHacnepoBaHa (cM. «BaxHO 5n, OT kKakoro poauTtens 6bina yHacseqoBaHa
AONOJIHUTENbHAA YaCTb XpPOMOCOMbI 14q?>», cTp. 3).



KpynHble Ayrn/iMKaLuum KOHLA [JIMHHOrO rnJjieya ¢ Ha4yaJioM B y4acTKax oT
14q13 po 14q24.3
B MeaMuMHCKON nuTepaType onucaHo okono 11 MiaaeHuUeB U oaHa
6epeMeHHOCTb, a Takxke Unigue MeeT AaHHble 0 TpexX NauMeHTax C
Lynnvkaumen AfIMHHOro nneya 14-i XpoOMOCOMbI, KOTOpasi HAUYMHAETCS! B
ZvnanasoHe oT 14q13 fo 14g24.3. 370 coCTaBnsieT OT OAHOM A0 ABYX TPeTei
LyNAvKaumMmM ANMHHOMO Mieda XPOMOCOMbI. XOTsi BO MHOMMX Cllyyasix
LyNAMKaums MpoOUCXOAUT BMECTE C Aefeumeit unv ayniavkaunen Ha apyromn
XPOMOCOME, 3[€Cb OMUCHIBAIOTCS TOSbKO C/lydamn C YACTOMN AynavKaumen nnm
e KOMOMHUPOBAHHOM AynnuKaumen, 3aTparnBatoLLeli KopoTkoe nneyvo 13-i,
I 14-i4, 15-1, 21-i unn 22- XPOMOCOMbI, UTO, HWUKaK HE BAMUSIET HA OMUCAHHbIE
KIMHWUYECKMe NposiBrieHns. Huke npvseaeHbl UCTOPUM YneHoB rpynnbl Unigue
C aynnukaumen 14q B coMeTaHuM C Aeneuven unm apyrov aynivkaumen.

——
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I B uenom no onbITy Unique, pena YneHoB rpynnbl 06CTOAT Nyylle, Yem y
nauneHToB, onuncaHHbIX B ntepaTtype (Ohtake 1994; Duckett 1990; Nakamura
1990; Gilgenkrantz 1990/1; McCorquodale 1985; Kaiser 1984; Sklower 1984;
Atkin 1983; Cohen 1983; Georgmaneanu 1981; Pfeiffer 1978; Fryns 1977;
Trunca 1977; Weinstein 1977; Unique).

M3 BoCbMM GepeMeHHOCTEN fABE 3aKOHUYMUINCH NPEXAEBPEMEHHBIMU POAAMMU.
Bec npu poxxaeHuM AOHOLLEHHbIX AeTel konebancs ot 1,83 kr (HegocTaTok
Beca) Ao 3,8 kr (U36bIToK Beca). Y MHOrvMX AeTei BNocneacTBMn Habnoaancs
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HU3KMIA pocCT.

K coxaneHuio, y 6051bWIOro KonmyecTsa AeTei 06Hapy>XUNNCb cepbesHble MEANLIMHCKME
npobnembl, B YaCTHOCTU AedeKTbl CepaLa UM aHOManMm KpynHbIX COCYA0B, MPOSIBUBLLKNECS Y
CEMU M3 YeTbipHaALaTK AeTeil. B MeAMUMHCKON nuTepaType OnMcaHo MHOXECTBO APYrux
Cepbe3HbIX aHOMaUM, BKIKOYas KPYMHYHO rpbixy B AnadparMe — MbilULE, pasaenstowen
rpyaHyto 1 GpIOLLHYIO NOIOCTK, @ TaKkXKe HegopasBUTHE NoYeK C MHOMOUYUCIIEHHBIMU KUCTaMK,
OTCYTCTBME MO30/IMCTOrO Tena (LUIMPOKOM MOOCHI HEPBHBIX BOSIOKOH, COEAMHSIOLLEN ABa
noslyLlapusl FoOIOBHOO MO3ra) U CyAopori. B AONOSIHEHWE K STOMY Y YETBEPLIX AETEN, B TOM
yucre ABYX AeBOYEK, 0BHAPYXXUAM aHOMaMM reHUTanui, 1 Nno KpanHei Mepe y ogHoro
pebeHka — fedekT 3peHus. K coxaneHunto, ABOe AETEN He BbDKUAM Ha paHHKUX MecsiLax
XM3HWU. YMepnu Takxke ABa YneHa rpynnbl Unigue ¢ gynnvkaumein 14q B codeTaHum C
[eneuuen unu aynnmkaumen Apyroin XpoMocoMbl, BO BCEX CTydasix — OT MOCIeACTBUN
pecnnpaTopHoi UHMEKLMN.

Cpeav mMnapeHueB v AeTel C XPOMOCOMHbIM OTK/IOHEHMEM pacrnpoCTpaHeHbl HE3HAUNUTENbHbIE
aHOMasnuM pyK U HOT 1 HEOBbIYHbIE YEPTbI SIMLA, HO B CEMbSX Ha HUX 06paLlaloT BHUMaHWeE B
OCHOBHOM TOrA@, KOrfa OHW HapyLwatoT hyHKLUMOHUPOBaHWe opraHuaMa pebeHka. Y getel ¢
KPYMHbIMK Aynnvkaumsamm 14q BCTpeyanucb UCKPUBMIEHWE MU3MHLA U NepeKpbiBatoLLme apyr
Zpyra nanbubl pyK 1 Hor. Y ogHoro pebeHka obHapyxwunack BanbrycHast aecopmaums cTonbl
(koconanocTb) — opToneanyeckas NaTonorus, Npu KOTOPOW CTOMa OTKIOHSETCS HapYXy OT
Npofo/bHOW Ocu rofieHn. Cpean HeobbIUHbIX YEPT Nuua 6biM OTMEYEHBI BbICTYMaKOLWME 1106,
HOC U BepXHss ry6a, ManeHbkue Nnoa6opoaok U HUXKHAS YentocTb, HeobbluHas dopMa ywen,
MEAJIEHHO 3aKpblIBaOLLMECS POAHUYKM (MSITKMe 06nacTy Ha MakyLuKe), OMyLLEHHbIE, LUIMPOKO
paccTaBneHHble rnasa 1 MHorAa peakue Bonockl. HEG0 MOXET BbiTb BbICOKUM MMM Y3KUM. Y
0AHOro pebeHka BCTpPeTUNach HeobbluHas aHOManMsi Pa3BUTUS HMKHUX BEK, FNas3a npu 3ToM
3aKpblBaUCh C TPYAOM UMK He 3aKpbiBasMCb BOBCE, NO3TOMY TpeboBanach Xxmpypruyeckas
KOppeKLuus. Ty aHOManuio Takoke 0bHapyXunu y AByx UneHoB Unique ¢ HebonbLlumMn
TepMUHanbHbIMK aynankaumamu 14q (Gilgenkrantz 1990, cM. Hayleigh, ctp. 12-13).

Y 60NbLUMHCTBA MAAEHUEB BCTPeYanach MM60o rmnoToHust (HU3KWIA MblLEYHbIM TOHYC, U3-3a
KOTOPOro ABMXEHUSI CTaHOBWU/IUCH BS/bIMMK), NGO COYETaHUE FMMOTOHUM U TUMNEPTOHYCA,



NOBbIWEHHOI0 MbllIEYHOro TOHYCa. Habntopganucb 3alEPXKN pa3BUTUA, N OETAM TpE6OBaﬂaCb
3Ha4yUTENbHAA NOMOLLb, 4TOObI AOCTMYL OonpeAeneHHbIX 3TanoB, TaKNX Kak CaMOCTOATENbHO
CNAETb.

[aHHble 0 AanbHENLeM pa3BUTUM AETEN C KPYMHOW AMCTanbHON Aynnukaumen 14q
OrpaHWYeHHbl, HO OAMH MaLMEHT C KPYMHOMN Aynnvkaumen ot 14g21 n HebonbLLon feneumeit ¢
KOHLI@ KOPOTKOrO M/ieda TPeTbeN XPOMOCOMbI (TOYKa pa3pbiBa Ha ydacTke 3p25) onncaH,
Korga emy 6bino 27 neT. Ero nonosoe co3peBaHue npoLwsio 6e3 HapyLweHWid, HO Ha AecsTb NeT
Mo3Xe OXWMAAEMOro Bo3pacTa.

SHAapro
DHAPIO UMEET Aeneumio KOHLA AIMHHOMO Mnieva nepBoi XpOMOCOMbI C TOYKOW pa3pbiBa Ha
yyacTke 144 v gynnmkauumio NpUMEPHO O4HOM TPETU ANMHHOMO nneva 14-i XpoMoCcoMbl €
TOYKOW paspbiBa B 14g24.3.

T v i D Mpu poXxaeHWUM y SHAPIO Bbl OTHOCUTENbHBIN HEAOCTATOK
: Beca (2,4 Kr) ¥ HeObbIYHO HU3KMI MbILIEYHBIN TOHYC. OH
HaxoAuncst Ha rpyAHOM BCKapM/IMBaHWUK, HO MEAJSIEHHO en U
TEMbl ero pocTa COOTBETCTBOBANN CaMOM HU3KOW KPUBOU
Ha rpadvkax pocta B TeYeHWe NepBbix 9 MecsueB ero
XW3HW, 4O Tex Mop, NoKa OH He MnepeLuesn Ha TBepayto
MuLly, MOC/e Yero Havasn HaeBepcTbiBaTh ynyLieHHoe. B
[ECSTb NIET OH 6bl1 CKOpEEe HdKe CBOMX LUKOMbHbIX ApY3€eH,
HO BECWn Npu 3TOM 27 KUSI0rpaMmMOoB.
B Lenom 3HAapto 6611 3A0p0B, 1 UMen 06blYHOE KOIMYECTBO
MPOCTYA W Kalls, KOTOpble BCTPEYAoTCS Y ManeHbKUX
petein. MNpu peakux cnyyasix 3aboneBaHns cnesHbix
KaHanbLeB NpUMEHSIUCL aHTUBMOTUKU. OH HOCUT OYkM. B
BO3pacTe NATU SIET eMy NPOBENN OMepaLmio Mo ONyLLEHNIO
AMYeK, KOTOpble He NepemMecTUIMCb B MOLLOHKY. OH
poauncs ¢ ManeHbkvMmn nepegHuMm 3ybamu, korga
BMOCNEACTBMW OHWM CMEHWSIUCb KOPEHHBIMU, TE BbIPOC/N 33
NOMOXEHHOEe BpeMsi. DHAPIO Pa3BUBAETCS C 3aAePXXKOM, HO
C AeBATUIETHEro Bo3pacTa B ero passuTUM 3aMeTeH
60nbLLION Nporpecc. B aecatb net emy Bce elle
TpeboBanacb NMOMOLLb B3POC/IbIX MO yxoay 3a co6oM, ofAHaKo
OH Y>Xe e/ BU/IKOW 1 MU U3 repMeTUYHOMN YallKu Co
BCTPOEHHOW Tpybouko. OH Takxe Hayumncs nonb3oBaThbCs
KOMMbIOTEPHOM MBILLbLIO U MYNbTOM OT TeNeBu3opa.
OcHoBHOM cnocob nepemelleHns IHApo — xoabba. OH
npeanoyMTaeT AepXKaTb B3pOC/bIX 3a PyKy, Koraa naet no
HEPOBHOM NOBEPXHOCTY UMM NPEOA0NEBAET ANMHHbIE
AnCTaHumW. Ha ynuue ero ceMbsi Nonb3yeTcst Konsickoi. C
MOMOLLbIO B3POC/bIX DHAPIO MOXET B36MpaThbCs no
NecTHMULUAM, HO He crnocobeH caMoCTOSATENbHO NOAHSATLCS C
nona. CTonbl DHAPIO ManeHbkue ¢ HebonbLUMMKM CBOAaMM.




YT1obbl CTUMYNMpPOBaTh YyBCTBUTEILHOCTb CTON U APYruX
MbILLILL, CEMbSI SHAPIO BOCMOSb30BaaCb MHHOBALMOHHOM
NepKyCCMOHHOMN Tepanuelt. 3To ocobasi pa3HOBUAHOCTb
(usnyeckon Tepanunm, AonrocpovHas 3pheKTUBHOCTb
KOTOPOW NoKa He AoKa3aHa, OAHaKO M3BECTHO, YTO, KOrAa
MeToAbl PU3nNYECKoi Tepanun NPUMEHSIOTCS AOCTaTOYHO
MHTEHCUBHO, OHW C BbICOKON BEPOSITHOCTHIO MPUBOASAT K
KPaTKOCPOYHbIM yny4yueHusM. OTyeT 06 onbiTe
nccrnefoBaHus Tepanuy AOCTyNeH Ha cante Unigue. B To
Xe BpeMmsi Unigue He MOXeT pekOMeHZ0BaTb KaKyto bbl TO
HY 6bINI0 MHHOBALMOHHYIO TEpanuio, a COBETYET CEMbSM
KOHCY/IbTUPOBaTLCA MO MOBOAY UHAUBWAYANbHOMY
neyennio pebeHka ¢ pu3noTepanesToM Unv NESNATPOM.
DHApIO obLmTENEH, AOBONIEH COBOM U UMEET 340POBYHO
camMooLeHKy. Ecnv nioamn HapyLuatoT ero iMyHoe
NPOCTPAHCTBO, OH MOXET OTCTanBaTb CBOU JINYHbIE
rpaHuubl, MHOrAa A0XO0AS B 3TOM A0 arpeccuu, HO CEMbS
NOoMOoraeT JHAPIO CNPaBASIOTCS C TaKUMU CUTYaLUSIMK,
nooLLpsis XOpoLUee MoBeAeHWe, @ Takxe NPocs Apyrux
NposiIBNATb NOHWMaHWeE B TOM, YTO DHAPIO MOXET bbITb He
KoMcopTHa 61M30CTb ApYrux Noaen.
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lMepBbiM S3bIKOM DHAPIO BbIN XKECTOBbIN A3bIK. K NSTH
roAaM ero cloBapHbIi 3anac 6bi HeMHoro Bbiwe 400
CnoB. B aecatb neT SHApPIO Takxke npeanoynTan
06LWaTbCa C HE3HAKOMLIAMM Ha XKECTOBOM s3blke. C
[leBATUNETHEr0 BO3pacTa OH BCE Yallle NPOM3HOCUN
BC/YX AJIMHHbIE, CIOXHbIE NPEANOXEHUS, XOTSH ANKLUS
BCe elle 6bina He3penoi, 0cobeHHO 3TO Kacanocb
COrNacHbIX 3BYKOB. DHAPIO NMOHMMAET HaMHOro 6osblue,
yeM crnocobeH BbIpasuTb, HO B COCTOSIHUM 3adaBaTb
BOMPOChHI, HanpuMep: «MOXXHO X MHE BbIATU KU3-3a
cTona?».

SHAPIO HPABUTCS YUYUTbCS, Y HErO 3TO OT/IMYHO
nonyyaetcs. OH NONb3yeTcs KOMMbIOTEPOM C
yBenuueHHoi knasuatypov IntelliKeys n aenaet
ycnexu, Koraa 3aAaHns pasbuBatoTca Ha YacTv v ero
YCEepAHOCTb MOOLLPSIIOT. Y Hero xopotuas namMsTb Ha
MMeHa 1 ivua. DHAPIO MOXET nucaTb NpeasioXXeHus v
BbIMONHATb 3afjaHNs MO MaTeMaTuKe, ecim eMy
nomoraltoT B3pocsibie. OH yMeeT ckiafblBaTb, BblYUTaTb,
YMHOXaTb M0 Tabnnue yMHOXEHWUS 1 AeNnTb, OAHAKO,
€C/IN HWUKTO He NMOMOraeT, OH He CMOXET OTBETUTD,
CKOMbKO BYAET OAWH MIIIOC OAMH.

SHApPio 06nasaeT BbICOKOW rpaMOTHOCTLIO. B BoceMb
neT ero opdorpaduyeckve HaBblki 6binu Bbille
CTaHAapTHbIX ANst ero Bo3pacTa. B gecstb net oH untan
[IETCKNE KHWUIM, HOBOCTHbIE 3arofioBKWU, TENenporpammy,
MOMUTBbI ANst AeTen U brubnumio. PoaHble 3aTpyaHsoTCA
CKa3aTb, KOraa MMEHHO DHAPIO Hayan YATaTb CaMOCTOSITENbHO, HO B OAMHHAALUATb SIET OH yXe
NpoCKn UX YUTU, KOTAa YuTasn nepes CHoOM B CBOEM NOCTeNH.




AynsMkaumm KOHLa AJIMHHOrO rnJieya MeHbLUMX pa3MepoB C HayasioM B
yyactkax 14q31 - 14q32

B MeaMuMHCKON nuTepaType onmMcaHbl Cllydan TPOMX B3pOC/blX, CTapLueMy U3
KOTOPbIX 6b110 29 NIET, U TPOMX AETEN C YMCTOW AynMKaumMeln KoHua
ANMHHOrO nfeya, ¢ HadanoMm B yvactke 14q31. Cpeau uneHoB Uniguey
ofiHoro pebeHka BbisSiBfIeHa YMCTas Aynankaums ¢ Hadanom B ydacTke 14432,
1y 60/bLLOrO KONMYECTBA AeTel — AuCTanbHas aynavkaums 14q v geneums
WK AynavKaums Apyrovi XpoMocomsl (2-1, 4-in, 5-i, 6-1, 9-i, 15-n, 18-i unn
22-11) (Palmer 2006; Sutton 2002; Mignon-Ravix 2001; Magnani 1993;
Masada 1989; Carr 1986; Trunca 1977; Weinstein 1977; Unique).

Mo AaHHLIM MeAMLMHCKOW NMTepaTyphbl, 3aAepXKa pocTa SIBASETCs 06LWmuM
NposiBNEHNEM [0 U NOCAE POXKAEHWUS U MOXET BbiTb OYEHb BbIPAXXEHHON; Y
OJHOro NauueHTa B BO3pacTe 24 neT cpeaHuin pocT 6bin kak y pebeHka 8 ner.
3afepkKka pocTa npy 3TOM NposIBASIETCS MO-Pa3sHOMY: Tpoe MafeHLEB
MMENIN HOpMasbHbIN BEC NPU POXAEHUM M 0AMH pebeHok 5 neT ¢

| AynvKaumei ¢ HavanoMm B ydacTke 14q32.1 umen HopManbHbIN BEC U POCT.

Tarke 0XXMAAEMbIM MPOSIBNIEHNEM SBMISIETCS 3aZlepXKKa pa3BUTUS B TOW Mn
WHOI cTenenn. Habnoganack 3aMeTHas 3aAepXxka B AOCTWIKEHUMN TaKuX
3TanoB pa3BUTMS Kak NepPEeBOPOTHI M CUAEHWE, MO MEHbLUEN Mepe Y ABYX
YenoBeK BCTPETU/INCH 3HAUMTENbHbIE KOHTPaKTYpbl CYCTaBOB, @ OAWH He Mor
X0AWTb, ByAyun B3poc/ibiM. [JaHHble 0 HaBblkax 06y4eHUs OrpaHUYeHbl, OANH pebeHoK Mor
rOBOPUTbL HECKOJIbKO C/IOB B BO3PACTE 3 JIET, M OAMH B3POC/bli (hyHKLMOHNPOBAs Ha YpOBHE
pebeHka 11 neT, TaKke OAWH B3POC/bIM HE MO FOBOPUT.

BOJ/ILLIMHCTBO NAUMEHTOB 6bIM B LIENIOM 340PO0BbI, HO Y OAHOro pebeHka MMENUCh aHoManum
cepaua v KpynHbIX COCyA0B, a Take AedeKT HepBHOM TPYBKM C OBHAXKEHWEM CMIMHHOO MO3ra
(MMenoMeHWHrouene KpecTLOBOro M NOSICHAYHOrO OTAENA NO3BOHOYHMKA) U LepebpasnbHas
aHOMasmsl C YaCTUYHBIM OTCYTCTBMEM MO30/IMCTOrO Tena. [JleBATHaaUaTUIETHAS AeByLIKa C
MO3anyHol aynnvkaumeit 14g32.1 (4acTb KNETOK MMeNW AynanKaumio, a YacTb — Co
CTaHAapTHLIM HaboPOM XPOMOCOM) CTpajana YacTbiM1 3a60/1EBAHUAMM AbIXaTeSbHbIX MyTel U
CYAOPOXHbLIM CUHAPOMOM,

B uenom npossneHns y naumMeHToB B rpynne Unigue He Takue CepbesHble, Kak Te, YTo
onucaHbl B MeAULIMHCKON nuTepaType.
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BeKkku

Y BeKKM OTCYTCTBYET KOHEL, ANMMHHOIO nsieya 15-1 XpoMoCoMbl C
TOYKOW pa3pbiBa B 15026.3, a Takke BbiSBIEHa AYN/IMKaLMUs KOHLQ
14-i4 XxpoMOCOMbI, HaunHas ¢ 14q31.3. OCHOBHbIE MpU3HaKK ee
XPOMOCOMHOI0 HapyLUEeHUs 3aK/II04al0TCs B 3aepXKKe pa3BuTUS 1
HeKOTOpbIX Apyrux npobnemax co 3a0poBbeM. K wecTtHaguaTtv rogam
Bekku cTana Monoaoi AEBYLLKOM C BECENbIM U XXU3HEPAAOCTHLIM
XapaKTepoM, HECMOTPS Ha 3HaYUTENbHbIE TPYAHOCTU B Pa3BUTUN.

Bekkn poaunacb Ha MecsL paHblue cpoka v Becuna 2,69 Kkr, n
HEeCMOTpsl Ha TO, YTO Y Hee He 6b1o NpobneM € AblxaHWeM, OHa
COBCEM He nakana npv poxaeHuun. Ee poaHnyok 6bin oyeHb
KPYMHbIM, YTO Bbl3blBano 6€CNOKOMCTBO Y Bpayel. >




Y Hee 6b110 HeHOMbLUIOE OTBEPCTUE B CEPALIE, KOTOPOE pa3peLlnsiocb CO BPEMEHEM, HO B
0CTaNbHOM OHa 6bina 340poBa. Mo3aHee y BekkM pasBuANCh HEKOTOPbIE NMPO6/IEMbI CO 3A0POBLEM,
BKJ/IIOYasl CYA0OPOrM TPexX 10 OAMHHAALATM JIET, @ TaKKe YacTble YiHble MH(EKUMM B paHHEM AETCTBE,
0JHaKo B LIECTHaALaTb JIeT oHa 6blfla B OCHOBHOM 3710p0OBa M MOJIOBOE CO3peBaHue npoLusio 6e3
HapyLLeHW. B MnageHYecTBe 1 AETCTBE el Bbl10 CIOXKHO MPUHMMATB MWLy, HO OHa Aenana

yMepeHHble ycnexu. B cBa3mu ¢ TeM, 4TO OHa He Hbina cnocobHa
«Y Bekku o4aposatesibHas KOPMWUTbLCS TPYAbIO, B TeYeHME 4 MecsLEB ee KOPMUIU C
YNbibKa, OHa APYXeniobHa M [oMowbI0 HA30racTPasbHOro 30HAA U MOCTE - C MOMOLLbIO
obuwmTenbHa, HAXOAMTLCA CHE  Gyryinouky. K BO3pacTy ABYX JIET OHa MOM/Ia ECTb MIOPE, KNAKYHO
;gf;ao;;%osgg(f:i?;ﬁzz>>. MULLLY W ManeHbK1e KycouKy TOpTa, a K TPeM roaM nogHocuna
KO PTY MOJHYIO NOXKY. K NsITW roaaM oHa Morsia ecTb
CaMOCTOSITENBHO C MOMOLLBIO JIOXKKM M MUMA U3 Yallku Ans
KOpMAeHus. K AecaTv roaaM oHa CaMOCTOATENbHO e1a, eC eaa bbina nopesaHa Ha Hebosblumne
KYCOYKU. B nogpocTKOBOM BO3pacTe y Hee Bbiil XOPOLLMIA anneTUT, MHOrAa OHa HabuBana poT u
AaBUacb, HO NpyY 3TOM Habupana Bec U pocna B COOTBETCTBMM C HOpMOI. OfHaKo y Hee Habntoaancs
HU3KMI AN ee BO3pacTa pocT: 144 cM B WwecTHaguaTb Ner.
MoTopHOE pa3BuThE BEKKM LSO C 3aMETHOM 3a4EPXKKOM M HECMOTPSA Ha TO, YTO B PaHHEM [ETCTBE
MHOTWE ee CyCTaBbl 6bl/IM FMMNEPMOBUNIBLHBIMU M B HEKOTOPbIX ClIyYasx HEYCTOWUMBLIMM 13-3a
HM3KOrO MBILLIEYHOrO TOHYCA, CO BPEMEHEM M3ObLITOUHBINA TOHYC 1 MbILLEYHbIE KOHTPAKTYpbl CTanm
cepbesHoii Npobnemoit. K AByM rogam oHa yMesia nosi3aTb Ha XKMBOTE, a K MATM rogaM Hay4mnach
XOAUTb, C NMOC/eaYIOLWMM YiydylleHeM BanaHca B TeUeHMe CleayroLmx Heckonbkux neT. OHa
Hy>Aanacb B PeryssipHoi h1smMoTepanum, NacCUBHOW PACTSKKE, HANIOXKEHUN WWNH U FeTP YTO6bI
YAYYLWUTb CUTYaLUMUIO C KOHTPaKTypaMun CyCTaBOB, TEM He MeHee K 10 rogam OHa yBepeHHO
nnaBasa 1 K NoApOCTKOBLIM rofaM Moria 6eratb. HaBblkv Meko MOTOpUKK Bekku Takoke
pasBMBANINCh C 3aAEPXKKOIA, K NATW roAaM OHa MOr/a yKasblBaTb NasbLEM Ha 06beKTbI 1
B3aMMOAENCTBOBATL C HAMM, K BOCbMW YMENa PUCOBATb MPSIMYIO NIMHUIO, K AECATN —
CaMOCTOSITENbHO CHUMaTb MasibTo, MbiTasiack MOBECUTL €r0 Ha Belwasnky 1 npobosana
No/b30BaThCs CTOMOBLIMM MPUG0PaMM C 60MbLUMMU PyUKaMK.

Bekkn oblmTenbHas, ee Bce MobsT, U HECMOTPS Ha TO, YTO €e peyb AOCTAaTOMHO OrpaHuYeHa, OHa
achdekTnBHO 06LaeTcs 6naroaaps HENOCPEACTBEHHOMY OMbITY U B HEKOTOPOW CTEMNEHM XecTami,
a TaKoKe MoJb3yeTcs CPeACcTBOM AOMNO/IHEHHOM KOMMYHMKaumn Dynamite. CTeneHb NOHUMaHWs y
Bekku BbiLe, YeM BO3MOXHOCTb CaMOBbIpaXKeHus. YpoBeHb 06LLEeHUS Y Hee OTpaxaeT
CNOCo6HOCTb K 06y4eHUto. Bo BpeMs yuebbl B HauanbHOM LKOME TPYAHOCTU C KOHLEHTpaLMen
BHMMaHUS1 Ha4Ya/n CrIaXnBaTbCs, HO BCE PaBHO OCTaNMNCh BbIPAXKEHHbIMU. B NoapoCTKOBOM
BO3pacTe OHa MOr/ia noJib30BaThCs KMaBUaTypoi. bekku 3aHMManack C NOBEAEHUYECKUM
TepaneBToM, YTO6bl CNPaBUTLCS CO CNOXKHBIM MOBEAEHWEM, U CeMYac OHa XOPOLLO OTHOCUTCS K
3HaKOMbIM JIIOASAM W YBaXKAeT rpaHuLbl ApyruX.

A>Buc

Y [3BWca BbIsiBNEHa Aeneumns KOHLA AMMHHOrO nieva 18- XpoMoCOMbI € TOUKOM
pa3pbiBa Ha yyactke 18423 1 fynnvkaums KoHUA AIMHHOMO nieda 14-i
XPOMOCOMbI C TOHYKOM pa3pbiBa B cerMeHTe 14q31.3. OH poauncs Ha LWeCTb Heaenb
paHblUe CpoKa M UMen HeobblYHble YepTamu nuua: peakme 6poBu, HU3KO
NOCAXEHHbIE YLUK, LUMPOKO pacCTaB/ieHHbIe r1a3a U LUMPOKYIO YNbI6Ky. Kak y
HOBOPOXAEHHOTO, Y []3B1Ca 6bI10 MHOXXECTBO C/IOXKHOCTEN: C KOPMSIEHWEM, YTO
npuBeno K HeobxoaMMOCTM UCMOMb30BaTh FACTPOCTOMUYECKYIO TPYOKy B BO3pacTe
NATU Hefenb, C AblXaHWeM, YTO NOTpeboBasno YCTaHOBKM TPaxeoCTOMbl Ha LIECTON
Hepene xu3Hu (oHa 6bina yaaneHa B Bo3pacTte 3 f1eT) U C XpoHuyeckum PCB
(pecnupaTopHO-CMHLIMTUAMBHBIN BUPYC, BbI3bIBAIOLLMI PECcnMpaTopHYLo
MHdeKumio).




Ha nepBoit Hegene xwu3Hu [3Bucy caenanv MPT 1 KOMMbOTEPHYIO TOMOrpaduto rofoBbl U MO3ra,
KOTOpbIE NOKa3asnu, YTo y HEero rnosiHas areHe3ns Mo30/MCTOoro Tena. HecMoTps Ha To, YTO
HeAOHOLLEHHBIN [13BUC NpY POXAEHWUM BECU B Npeaenax HoOpMbl, ero pocT 6bifl HXKE CPeaHEro,
N B HacToslLLee BPEMSI OH POCTOM C YeTblpexnieTHero pebeHka, a He ¢ ABeHaauaTuneTHero. C
Tpex A0 AecaTu net [3Bucy aenany MHbEKUMU rOpMOHA pOCTa, HO JIeeHue 0Ka3anochb
HeaPEKTUBHBIM 1 6b1ST0 MpeKpaLLeHo.

M3-3a xpoHuyeckoro PCB [13BMCa MHOIo pa3 rocnvTann3mpoBasin, HaunHas C POXXAEHNS U
BM/I0Tb 40 CEMU NET. B cpeaHeM 3a rog OH NpoBoAwms B 60s1bHMLE [ABa C NOSIOBMHOM MecsLa,
BOCCTaHaBnMBasicb oT PCB 1 ocnoxHeHuid. K aBeHaguati rogam [3suc npoaepancs 4,5 roga
6e3 rocnuTanusauum u, kaxetcs, nepepoc PCB. B npowwnom rogy ero faxe Harpaguam 3a
OT/IMYHYIO NMOCELLAEMOCTb LUKOSbI.

Y [13B1ca BblpaXkeHHast 6/IM30pyKOCTb U flerkasi TyroyxocTb, KoTopasi moka He TpebyeT
BMELLIATENbCTB. Ero ylHble kaHambl OYeHb Y3K1e, U B YETLIPE rofa eMy NpOBEM Onepaumio no
KOppeKLmMM NpaBoro yxa. Y [13Buca HabnoaaeTcs obLias 3aaepXkka B pasBUTUM, HO YMCTBEHHOM
OTCTaNIOCTU U/ MHTENNEKTYaIbHOW HEAOCTAaTOYHOCTM He BbisiBlieHO. Jlevalume Bpaym NpuLLim K
€AVMHOMY MHEHWI0, UTO Y []aBMCa NMPUCYTCTBYIOT NMO3HABATENbHbIE CMOCOGHOCTH, HO MOKa HESICHO,
KaK1M1 METOAAMM M3MEPUTb YPOBEHb Er0 3HAHUM.

[3BUC He yMen XxoauTb A0 LWEeCTM JIeT, U B ABEHAALATb OH BCE eLle NOMb3yeTcsl XOAyHKaMu 1
KpecrioM-kaTankoin. OH B COCTOSIHUM CaMOCTOSITENbHO CMAETb, MOAHUMATLCS MO NecTHUUaM (C
MOCTOPOHHE MOMOLLBIO) 1 Aaxe 6eraTb B XoAyHKaxX. [J3BUC OYeHb OBLIMUTESNBHbIN U CHACT/INBbIV
pebeHoK, OH NOBUT UrpaTb CO CBEPCTHMKAMM, 0CO6EHHO BO BpeMsl nepeMeHsbl. Y [13Buca
OorpaHu4eHHasl peyb, HO eCTb OCHOBaHMsI NosaraTh, YTOo OH NoHuMaeT 90% Toro, YTo emy
roBopsit. OH MOXEeT COCTaBNATb MOJHbIE NPeANOXeHWSI HAa CBOEM KOMMbIOTEPE — NIaBHOM
WHCTpyMeHTe 06y4eHuns, KOTOpbIM OH Monb3yeTcsi € 2,5 net. EMy cTano nerye obwatbcs co
CBEPCTHUKaMM 6naroaaps TEXHUUECKOMY CpefCcTBY peabunuTauum Springboard. Ceityac [aBuc
YETBEPTLIN rof yunTcs B 06bIYHOM Kiacce WKofbl. OH YYMTCS B TPETLEM K/lacce BMECTe C
POBECHMKaMU, KOTOPbIX 3HAET elle ¢ AeTckoro caaa. C [13BncoM paboTaeT SIMYHbIN acCUCTEHT
rpenozaBaTensi, KOTOPbI MOMOraeT eMy 06y4aTbCsl B 06bIYHOM LUKONE.

by

4 Y by gononHUTeNbHas XpOMOCOMa, COCTaB/EHHAs U3 KOPOTKOro revya 9-i

| XPOMOCOMbt, ManeHbKoro parMeHTa AfAMHHONO MieYa u koHua 14-i

. XPOMOCOMbI, HaumHas ¢ 14g32.1. bepemMeHHOCTb ero Matepy npoxoauna 6e3
HapyLLEHWit, MPU POXXAEHWUM OH BECWS, Kak 0BbluHbIE AeTH, U 6bl 340p0B. B
M1aleHYecTBe Y Hero TpecHyna AecHa, Ho B OCTasibHOM rpyaHoe
BCKapMAuBaHue npowsio 6narononyyHo. by poc HopmanbHo, 1 K 13 rogam 6bin
CpepHero pocta Ans CBoWX NneT. Y Hero Habnojanucs HekoTopble npobnemst co
3[0pPOBbEM: MyMoYHas rpbbka (6proLLvHa 1 MHOFAA YacTb GPIOLLHON MOOCTY
BLINAYMBAETCA B 30HE NYIKA), KOTOPYIO YAANMUIU XUPYPrUUeckuM nyTeM, rpuhxa
B 06M1aCTy Naxa, 3KCCyLaTUBHbIV CPEAHUI OTUT, B JIEYEHUM KOTOPOro
MIPUMEHSIUCD YLUIHbBIE TPYOKWM, M MHEBMOHUSI B M/Tai€HYECTBE, a 3aTeM acTMa B
JETCTBE, HO OH nepepoc 370. Tawke y By ecTb 6nm30pyKocTb U cxoasiieecs
kocornasue (rnasHble s6/10KM OTK/IOHEHbI BHYTPb), KoTopoe 6biio
CKOPPEKTUPOBAHO fla3epHoW onepaumnen. B MnageHYecTBe y Manbuumka
passunack rugpotedanms (M36bITOYHOE CKOTUIEHWE XUAKOCTY B MO3re), ANs
NieYeHns KOTopoit Bbifo Ha3HAYeHO LWYHTMPOBaHME.




4 YTO KacaeTcs BHELLHMX NPOSIBNEHWN, Y By UMEIOTCS HEKOTOpble 0COBEHHOCTY: Manblibl HOT,
KOTOpbIe YaCTUYHO NEPEKPLIBAOT ApYr ApYra, YLUM HEOBbIUYHOM hOpPMbl ¥ NAOCKMI 3aThiok. B
MafieHYecTBe Yy Hero 6bi1 KpyrHbI POAHWYOK. PasBMBaTbCs by noMoratoT peyeBas Tepanus,
3pro- 1 Gusmnyeckas Tepanus, a Takke KOPPEKLMOHHO-Pa3BUBaAIOLLME 3aHATUS. Y HErO HU3KUI
MbILLEYHbIN TOHYC U 3aAep)kKKa MOTOPHOIO PasBUTUS: OH HayuWcs CMAETL K AEBATU MecsLaM,
XOAMTb M NOAHMMATLCA MO JIECTHULIE K TPEM rofaM, beratb — k ceMu rogam. K TpuHaguaty rogam
By Hayuuncs aepxxaTtb CTO/I0BbIE MPUGOPLI U KapaHAALLK, HO C HEAOCTATOUHbIM HAaXXMMOM, XOTS
npv 3TOM U MOT HanNucaTb CBOe UMS M BykBbl andaBuTa. B LWKkone eMy HpaBUIOCb NOSIb30BATLCS
K/IaBMATYpOM CO C/IOBaMU. Y HEro XopoLlasi MPOCTPaHCTBEHHAs MaMsiTh, @ TaKKe OH OT/IMYHO
3anoMMHaeT pan-My3bIKy U N6UT urpaTtb Ha 6apabaHax pykamu. Ero peyeBoe pa3suTHe XOpOLLIO
NporpeccMpoBano, TeEM HE MEHEE OH [0 CUX MOP UMEET CIOXKHOCTU C NPaBWbHLIM MOPSIAKOM C/l0B
1 NpeanoXeHuin, u ans obLIEHNs UCMOMb3YET CPEACTBO AOMOMHUTENBHOW KOMMYHUKALINK
(SpeechEasy) 4Tobbl cnpaBnaTbcs C 3aMkaHueM. B 13 net y by Hayanock nonoBoe co3peBaHue. B
CEMENHOM KpYry OH MUNbIA, NIACKOBLIW 1 NIIOBUT BHUMaHWE B3pOC/bIX. MIHOraa oH 6biBaeT
HEBEPOSITHO APY>XEMOBHbIM C HE3HAKOMbBIMU NIOABMM.

3mMenb

Y 3Menb OTCYTCTBYET KOHEL, ANIMHHOrO nneya 22-i XpoMOCOMbI, HauWHas C
cermeHTa 22q13.31 (cuHapom ®enaH-Mak/[epmua), 1 uMeeTcs aynnmkaums
KOHUa 14-11 XpOMOCOMbI, HaunHas ¢ 14g32.1. Ei TpyaHO ecTb, CrnaTh, XOAUTb
B TyasieT, U, KpoMe Toro, HabnoaaTcs TPEBOXHOCTb U TPYAHOCTU B
0obLLEeHNN.
[o cemuneTHero Bo3pacTta IMenb B LIE/IOM bbisla 340pP0OBa, €C/IN HE cYnTaTh
06bI4HbIX AeTCKMX 3aboneBaHuiA. MiccnenoBaHus Nokasasnu, YTo ee nerkue,
MOYKM M MO3T B Nopsifke. Y Hee 6bii XOPOLUWI BEC NpY POXAEHUM U HECMOTPS
Ha Npobnembl C NpycacbiBaHNEM K rpyau, OHa Haxoaunach Ha rpyaHoOM
BCKapMJIMBaHWUM CO CrieumanbHONM Haknaakow Ao 15 mMecsiueB. OHa umena
C/TIOXKHOCTY C ynoTpebneHMeM TBEpAON NULLM, UMest TEHAEHLMIO BAbIXaTb eny,
koraa 6onena. [o WecTn neT dMefb KOpMUIM Nope, AaBanu KanopuiHbie 1
nuTaTenbHble AobaBku AN Habopa Beca. B ceMb feT el Bce ellle 6bino
TSHKENO NepeXeBbiBaTh MULLY.
MbILLEYHBIN TOHYC Y IMesib 6bin1 HU3KKUM, HO hU3MYeckasl Tepanusi U XoayHKM
MOMOI/IM e/l K TPEM rofiaM HayYnUTbCS XOAWTb, @ K NATM — MOAHUMATLCS MO
nectHuue. OHa 3aHMManach A3bIKOBOM U peveBoi Tepanuel U Nonb3yercs
60/bLLIMM KONMYECTBOM CMOCO60B 06LIEHMS, BKOYAs 3HAKW, CUMBOJIbI,
XKeCTbl, KAPTUHKK, A3bIK TeNa, BblpaXKeHue NnLa, ykasblBaHue,

4ropa ¢ ~ " KOMMYHUKaTMBHYIO KHUTY, 06beKTbl pedepeHca 1 HekoTopble cnoBa. MNoka uTo

' camasi A/IMHHas dpasa, KOTOPYK OHa MOXET NMPOU3HECTK, 3TO «Mama, noMorm

MHe». Byayun ceMuneTkom B LLKOJe DMenb Hayasa nofb30BaTbCs CEHCOPHbLIM SKPaHOM; OHa CMOTPUT
Ha KapTWHKKU, MOXET pUcoBaTb IMHUK U HabupaTb cnoBa. Ecnu ypokun NOBTOPSIOTCS perynspHo, y Hee
XOpoLwo paboTaeT NamsATb. Y Hee XopoLlas NaMsiTb, KOraa ypoku perynspHO NOBTOPAIOTCS. DMenb elle
XOAWT B NOAry3HUKax, Npuydasch K TyaneTy, HO CTpajaeT OT YacTov Hyxabl nncatb. OHa Nioxo cnut
U UMEET TPEBOXXHOE PaCCTPOMUCTBO.

Xeiinu

Y XeWnu oTcyTCTBYET KOHEL, ANIMHHOrO njieya 5-i XpoMoCcoMbl, HauMHas ¢ cermeHTa 5p15.31 (cuHapoM
®enaH-Mak[epmua), 1 BCTpeYaeTcs Aynavkaums KoHua 14-i1 XpOMOCOMbI, HaUMHas C cerMeHTa
14g32.11. Y Hee TaKoW e KapuoTum, Kak U y DCcMU (CM. HUXKE), HO ApYrve KIMHUYECKME NPOSIBIEHUS.



Jeneuust 5p 06bIYHO MPUBOAMT K CUHAPOMY KOLIAYbEro Kpuka
(OTChINKa K XapaKTepHOMY Nnady AeTel C AaHHbIM CUHAPOMOM),
HO B C/lyyasix, Mp1 KOTOPbIX OTCYTCTBYET TOMIbKO CaMblii KOHeL, 5p
XPOMOCOMbI, MPU3HAKK, TUMWUYHbIE AN CUHAPOMA, MOTYT He
MpOSIBUTLCS.

Y Xeinu npucyTcTBYET HEOOLIYHOE OTKJIOHEHME, TAKXKE
BCTpeYaloLLeecs y Apyrux aeten ¢ aynnukauven 14q:
HeJopa3BUTOCTb HDKHWUX BEK, KOTOPasi He MO3BOJISIET rna3am
3aKpbITbCs. EM HECKONbKO pa3 nMpoBoAUAM KOXHYIO MAacTuky, 1
rocre YeTbipex ornepauuii rnasa cTany 3akpblBaTbCsl Jly4lle, HO
OCTaloTCsl YSI3BUMbIMU K MHDEKLMAM. Xelnn BCE elue TpebytoTcs
WCKYCCTBEHHbIE CNe3bl, YTObbl NpeaoTBpaTUTL ocyLleHue rnas. K
[EBATU rojaM 340poBbe Xeiinin B LIeSIOM BbIIo HEMIOX0e, HO el
MHOrO pa3 NpUXoAnNoch nexarb B 60/bHULE, YTOObI
XVPYPruyecKnM BMeLLaTeIbCTBOM YCTPaHWUTb pasivyHbie
aHOManuu: ayoaeHanbHy HEeNMpoXoaAuMOCTb (MembpaHy B
KULLIKaX, 3aTPyAHSIIOLWYI0 NPOXOAMMOCTb TpakTa), SKTOMUIO aHyca
(aHyc pacrionoxxeH 61mxe K MNOM0OBLIM OpraHam) U pacLlenuHy
Heba. YTo6bl ynyywmnTh YHKUMOHMPOBaHME KianaHa Mexay
NULLEBApUTENbHBIM TPAKTOM U XxenyakoM, 6bina npoeeseHa
dyHaonnmkaums no HucceHy. A 4tobbl obecneuntb
HENoCcpeACTBEHHOE MOCTYM/EHWE MULLM B XXeNyaoK, Xennu
YCTaHOBW/IM racTpOCTOMMUYECKYLO TpybKy. Kpome Toro, yaanunm
MUHAQNMHBI M BbIIEYUSIN MHGEKUMN AbIXaTeNbHbIX NyTen. Y Hee
6b171M NOCTOSIHHbBIE 3aMopbl M acTMa, HO WX yAaBasnochb

«S1 He npeacTasnsio,  KOHTPONMPOBATL C MOMOLLBIO SlekapCTB.

7 net

Kak 6bl xu 6e3 Hee. Y Xelnn oueHb ManeHbKue CTYMNHW: B AEBATb SeT OHU Bbin

Kaxxabli IeHb OHa pa3MepoM CO CTYMHU CEMU-BOCbMUIIETHErO pebeHka. YTo

MeHs cMeLuT. A KacaeTcs pa3BUTUSI MOTOPHbIX HABbLIKOB, OHa NOM3AET Ha XMWBOTE,

60/IbLLIEr0 MHE U He CTOMT U XOAMUT C NOAAEPXKKON. B MafeHUYeCcTBe Ha TpU COMHYTbIX

Hago». nanbLa HanoXWIn LWKHbI, YTOBbI el BbIN0 Nerye AepxaTb
npeaMeThl.

Xelnu o6LaeTcs C NOMOLLbIO XXECTOB M BOKaNMU3aUuii U MOHUMAET 60nblUe, YEM MOXET
ckasaTb. OHa ycepaHO yuuTcs B LLKOJIE, €M MOMOraloT METOAbI 06yyYeHus noaen co
creumanbHbIMM NOTPEGHOCTAMM. Xeinn Becenasi U obwmuTenbHasi, 0CO6eHHO el HpaBUTCS
UrpaThb B LYMHbIE UFpbl — YeM GonbLUe LyMa, TEM JyuLLe.

ScMmn

Y DCcMU OTCYTCTBYET KOHEL}, KOPOTKOIO Mjieya 5-i XpOMOCOMbI, HauuHas ¢
cermeHTa 5p15.3, ¥ BCTpeYaeTcs Aynivkaums KoHua 14-i1 XxpoMoCoMBl,
HauuHas c 14g32.11. Y Hee TaKoM e KapuoTum, Kak 1 y Xeinm (cM. Bbille),
HO C ApyrvMuM nposiBieHnsmMu. Y ScMmn HabnopaeTcs noTeps pervoHa B
5p13.31 KOTOPbIM acCOUMMPOBAH C CUHAPOMOM KOLLIAYbero Kpuka: oH

7 NPOSIBASETCS B XapakTepHOM rofoce, 3By4allyM noaaBfeHHo. Y Hee HeT

CyLLECTBEHHbIX MPob/ieM CO 340POBLEM, HO ICMM MPOBESa Kakoe-TO BPeMs B

rocnuTansx u3-3a TPYAHOCTEN MpU KOPMEHUM, UHDEKLMI MOYEBBIBOASLLMX MyTel 1 pedriokca, a
Takke 6POHXMONMTA M racTPO3HTEPUTA. B Bo3pacTe ABYX HEAENb Y HEE CNYUMIICA CYLOPOXHbIM
3nu304, BeposiTHO, hebpusbHble Cya0pory.




PoxaeHve Scmn nHayumpoBanu B Bo3pacte 38 Heaenb nocse Toro, Kak
€e pocT B yTpobe 0CTaHOBMJICS, NPU POXAEHMUU OHa 6bina oYeHb
ManeHbkoi. Koraa oHa 6biia HOBOPOXKAEHHOM, OHa He Morna
NPUCOCATLCA N KOPMUTLCS TPYAbIO U3-3a HU3KOMO MbILWEYHOro TOHYca.
BblcoKOKasniopuiiHas AeTckasi CMecb NMoMorsia el Habpatb Bec Ao 50-ro
LEeHTUNS K CEMU MecsiliaM, HO A/IMHA Tena u OKPY>XHOCTb FOMoBbI
nonaganu Tosbko B 3-i NepueHTWUb. Y OcMu Habntoganuch
3NU30ANYECKME AMHO3 NOC/E KOPMIIEHUS, EN AMArHOCTUPOBanu pedoke
W acnvpaumio: efa Bo3Bpallanach rno nulieBapuUTeNbHOMY TPaKTy 1
nonagana B nerkue. bonee rycrasi nuwla v nekapcTea, YTobbl obecneunTb
3a[EPXKY eabl B XeNnyake NoMOrnm KOHTpoaMpoBaTh pedntokc. C

«OHa Takas Mmnas u

e e HefiaBHWUX MOp Y Hee Hayannch MUMOrMIMKEMUYECKE MPUCTYMbI (MpK
ShEla neple,qaeTcn nafeHNN YPOBHS caxapa B KpoBM), UX UCCeaytoT creLmanucTbl. 3a
BCEM BOKDYE 2% NOAOGHBLIMY MPUCTYNaM1 06bIYHO ClIeAYET NEpUOA JIErkoro 3a60neBaHus.

Y ScMu HabnoaaloTcs onpeaeneHHble NPU3Haky, CBA3aHHbIE C XPOMOCOMHBIM OTK/TIOHEHWEM: Y Hee
OYeHb MasieHbKUE PYKU U HOTU, XapaKTePHbIE YepTbl LA, BKIOYas peakve 6poBu, BbICOKMI 106,
LUMPOKYIO MIOCKYIO NepeHocuLly, KpYnHble POAHWUYKM, SPKO BbIPAXEHHYIO LeNb MeXay HOCOM U
BEpPXHEN rybom, cnerka yMeHbLUEHHYIO HUXHIOK YENtoCTb M CIerka BblAAIOLLYOCS Briepes BEPXHIOW0
ryby. MNoka el Tonbko 14 MecsuUeB CMLIKOM paHO MpearosnaraTth, Kak MMeHHoO 3cmu byaet
Pa3BMBATLCS, HO OHAa OYeHb 0BLUMTENbHAs U OT3bIBUMBAS, @ TAKXKE Y HEe XOpoLas NaMsiTh Ha
ntoaen. DCMU MOXET CUAeTb 6€3 MOMOLLM NMOCTOPOHHUX M NEPEBOPaYMBATLCS, HO NPeAnoYnTaeT
3TOro He fgenatb. C poxaeHus e npoBoanny husnoTepanmio 1 3proTepanmio, a C BOCbMM MecsLeB
obyyanu no MeEToay KOHAYKTUBHOWM Neaaroruku.

Jlopa
Y Jlopbl OTCYTCTBYET KOHEL, KOPOTKOro nyieya 4-i XpOMOCOMbI, HauunHasi ¢ 4p16.3, u uMeeTcs
AynnvKaums KoHUa 14-i XpoMOCOMbI, HauuHas ¢ 14g32.2. YTpaTta TepMUHANbHOMO yYacTka
4p16.3 Bbi3blBaET CMHAPOM Bosbda-XupLixopHa, HO y JTopbl HET XapaKTepHbIX NPOSB/IEHWIA
[aHHOr0 M3BECTHOrO CMHAPOMA. XOTs y Jlopbl HU3KWI A1t ee BO3pacTa PoCT U fierkasi 3aepxka
pasBUTKS, K BOCbMW FOAaM OHa Hay4unacb XOAUTb U KaTaTbCs Ha Benocuneae. MNepsble cnosa
Jlopa npousHecna B ABa roga v K BOCbMU rofjaM roBopusia KOpoTKUMK npeanoxeHnamu. OHa
nocelyana o6blYHYHO LIKOJY, B KOTOPOi Hayuunack YMTaTb M NMCaTb U yYMnach Ha YpoBHE AeTen,
mnaglie ee npubnmsnTenbHO Ha Tpu roga. Jlope HpaBWIOCh UrpaTb C APYTUMU AETbMU U
obwwaTbca: oHa bbla NOAHOCTBLIO 340poBa. Y Jlopbl 6binn cnerka HeobblYHble YepTbl vua u
HapyLLeHWe ABWKEHWS a3, U3BECTHOE Kak CMHAPOM [lyaiHa C NeBOW CTOPOHbI, HO 3TO He
TpeboBasno nevyeHus.

AapoH

Y AapoHa OTCYTCTBYET KOHEL, KOPOTKOro nsieya 18- XxpoOMOCOMbI, HauMHast
c 18p11.31, v BCTpeyaeTcs Aynankaumst KoHua 14-i XpOMOCOMbI, HauMHast
¢ 14g32.3. OH 6bIn poxaeH nocsie 6epeMeHHOCTH 6e3 0cobeHHoCTel, HO
UMen HEOXMAAHHO HU3KWI BEC MPU POXKAEHUM U Napy aHOManuM, Kak
ManeHbKas rosioBa u HeonylleHue anyek. Mocne acnupauum un
OKCUreHoTepanun AapoH OMpaBwCs, HO KyLllasn U FoTan nuLy ¢ TPyZAOM.
KpynHbIX BpOXXAEHHbIX AedeKToB Y AapoHa He 06Hapy>Xunocb, 04HaKo OH
4yacTo cTpafan MHMEKUMAMM U K LIeCTV rogaM uMen perynsipHole
UHEKLMM [bIXaTeNbHbIX NyTeN B aHaMHe3e, B CBS3W C YeM MpUHUMan
npoTuBoacTMaTUYeCKne cpeacTea. Y AapoHa ABa-Tpu pasa cry4anucb
(bebpusibHblE CyAOPOrK, HO SNUMENCHIO Y HEMO HE ANarHOCTUPOBANY.
= Takoke AapoH CTpaZaeT OT 60/€el B XUBOTE U TSXKESbIX 3aropoB.
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AapoHy TpebyeTcs cepbe3Hasi MOMOLLb C NEPeABMKEHNEM: OH
MoKa He Hay4uncs CUAETb U XOAWUTb, XOTS yMeeT
nepeBopaynBaThCs € 6oka Ha 6OK. B LIECTb NET OH BCe elle He
YMEET XBaTaTb U AepXXaTb NpeaMeTbl, HO 6beT no UrpyLiKkam u
MOXET yrpaBnsiTb NepekItoyaTesnieM rofioBoi. Y Hero Heo6bIYHO
BbICOKMI MbILUEYHbIN TOHYC, OT KOTOPOrO OH MpUHUMaEeT
MuopenakcaHT 6aknoceH. AapoH obLlaeTcs 3ByKaMu U yKa3blBaeT
Ha npeaMeTbl B3rnsaaoMm. B cneumanm3mpoeaHH017| LLUKo1e OH
nokasan cebs ycepaHbiM YYEHMKOM C XOPOLLEN NaMsiThbto.

«AapoH nNpuBHeC B
Haly XW3Hb CTONIbKO
HOBOr0: NOCTOSIHHO
pagyeTca u nobut
HaxXxoAMTbCS B
ceMenHoM kpyry. OH
XOPOLO YYUTCH, U Mbl
UM OYEHb ropaMMCS>».

Kak nosiBnsieTcs gynnavkauusa?

HekoTopble aynnnkaumm 14g nossnsioTcs B
pesynbTaTe NepecTpoek POANTENLCKON XPOMOCOMbI.
Yalue Bcero npoucxoauT cbanaHcpoBaHHas
TpaHCoKaLms, NpU KOTOPOI Yy4acTKU XpOMOCOM
MEHSIOTCA MeCTaMu, HO NMOCKOJbKY NpU 3TOM He
NpOVCXOAUT yTpaThbl UM NpUOGpUTEHUS
[OMONHUTENBHOIO MaTepuana, TO Takue NepecTponku
He OKa3blBalOT BNSIHWS Ha 340poBbe. AobaBuncs.
MHoraa obHapy>XMBaeTCs, YTO y poanuTEns
NPUCYTCTBYET Ta Xe AyNanKaums, Yto u 'y pebeHka.
OpHako aynnukaumu 14q MOryT BCTPETUTLCS U B . ‘

Cnyyae, koraa y obovx poauTesneil HopManbHbIA
KapuoTun. TepMuH, KOTOpbIM B TakUX Cry4Yasix
ynoTpebnsioT reHeTukn, — «de novo» (dn).
Oynnukaumm 14q de novo 06bI4HO NOSBAAIOTCS
BCNEACTBME U3MEHEHUI, MPOUCXOASLLMX B NEPUOA
hopMUpOBaHMS ANLIEKNETOK MM CNEPMATO30Ma0B poanTenei. Ham M3BECTHO, UTO B yKa3aHHbI
nepvoa XpOMOCOMbI JO/MKHbI Pa3pbiBAaTbCS U COEAMHSATBLCS, U 3TO NULLIb MHOrAA MPUBOAUT K
MOSIBNIEHUIO OTKJTIOHEHWI. Takue NepecTaHOBKM — YacTb €CTECTBEHHOrO NPOLIECca, U poauTENU He
MOTYT U3MEHUTL W NMPOKOHTPONMPOBATbL MX. [ynankauuu 14q BCTpevatoTcs y AeTel o BCEro Mupa,
HE3aBUCUMO OT MX COLMANbHOMO NOMoXeHUs. MNpuBbiYHbIE HAaM (DAKTOPbl pUCcKa (OKpyXatoLas
cpeaa, PeXXuM NuTaHusl, 06pas Xu3HM) He SBASTCS NPUYMHONM 3a6oseBaHus. HET HUYero, YTo
poauTtenb Mor 6bl caenaTb A0 UK BO BpeMsi 6epeMeHHOCTb, YTO MOr/I0 6bl MPUBECTM K MOSIB/IEHMIO
LYNAMKaUWIA, Takke Kak U HET HUYEro, YTO MOXHO CAenaThb, YTobbl 3TO NPeaoTBPaTUTD.

CbanaHcupoBaHHas TpaHCIoKaums

Mo>keT /in 3TO NPOU30iTU CHOBA?

BeposiTHOCTb poXaeHust BTOporo pebeHka C Ayrnivkaumelt 14q 3aBUCUT OT COCTOSHUS
XPOMOCOM poauTeneii. Mpu oTCyTCTBUM Yy 060MX poauTeneit XPOMOCOMHBIX OTKIOHEHWI
MOBTOPHOE poXxaeHWe pebeHka C aynankaumelt 14q ManoBeposiTHO.

Ecnun aHanus KpoBM NOKa3biBaeT, YTO Y OAHOrO U3 poauTenel HabnaaloTCs XPOMOCOMHbIE
NepecTpoiiky, 3aTparvsatowme 14q, BEPOSTHOCTb MMETb HECKONbKUX AETEN C XPOMOCOMHbIMM
OTK/IOHEHWSIMU BO3pacTaeT.

Kak TONbKO CTaHyT M3BECTHbI XPOMOCOMHbIE NEPECTPOKM, BbISIBNEHHbIE Y YNEHOB CEMbY,
MOXHO caienaTb TecT npu 6yayLueit 6epeMeHHOCTH, YTO6bl y3HaTb ecrin pebeHoK yHacnenoBan
X.

Takxe MOXHO NPOTECTUPOBATb POAHbIX HA MPEAMET HaMuMs TaKUX XKe XPOMOCOMHbBIX
nepecTpoek, Kak U y NpoTeCTMPOBaHHbIX POAHbIX.

F'eHeTUK NpesocTaBuUT 6oniee NOSHOE PYKOBOACTBO AEMCTBUI, NOAXOASLLEN MMEHHO Ballel
ceMmbe.
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MpycoeaunHsiTeCh K cO06WeCTBY Unigue, Y4Tobbl NOMYYUTb LOMOSHUTENBHYIO
MHGOPMaLMIo, HEO6XOAMMYIO NMOMOLLb M KOHTaKTHbIE laHHble CeMel C aHanormyHom
CNOXHOCTbIO. Unigue — bnaroTBopuTeNibHas opraHv3aums, Kotopast He nonyvaer
roCcyAapCTBEHHOMO Cy6CMAMPOBAHUS U CYLLECTBYET UCKIIOUMTESNIbHO Ha FPaHTbl U
NOXKepPTBOBaHWs. ECM y Bac eCTb BO3MOXHOCTb, MOXanyncTa, caenanTe noxXepTBOBaHWe
Ha HalleMm caiite www.rarechromo.org/donate. Moxanyiicta, noMoruTe Ham nomMoYb Bam!

[aHHOe MH(hOPMALIMOHHOE PYKOBOACTBO HE MOXET 3aMEHUTb MPOdECCUOHANBbHYHO
MEAMLIMHCKYIO KOHCYNbTauumto. o BceM BONpocaM, CBA3aHHbIM C reHETUYECKUMU
AMarHo3amu, nevyedbHoN TaKTUKOM M COCTOSIHUEM 340POBbSl, CEMbSM HEOBX0AMMO
MPOKOHCYNbTUPOBATLCS C KBaNMMULUMPOBaHHbIMU crieuuanmctamMm. MHdopmaums no
FEHETUYECKUM U3MEHEHMSIM OBHOBISIETCS CTPEMUTENBHO. XOTS CBEAEHUSI B AAHHOM
PYKOBOACTBE M CYMTAKOTCS NYYLLMMU U3 AOCTYMHbIX HA MOMEHT NybnmKaLumm, no3xe oHu
MOTYT U3MEHUTLCS. Unigue cTapaeTcs bbiTb B Kypce NOCEAHNX U3MEHEHMIA U Npu
HeobxoAMMOCTU NepensaaeT onybnmMKoBaHHbIE HpoLLOpbl. PykOBOACTBO MNOArOTOB/IEHO
Unigue v peLieH31poBaHo A1-poM SAMOHAOM JleMupoM, rnaBoi OTaena MeanLMHCKOM
reHeTukun B bonbHuLe YHuBepcuteta CackadveBaHa B CackatyHe, Kanaga (Dr Edmond
Lemire, Head, Division of Medical Genetics, Royal University Hospital, Saskatoon, Canada),
1 npoceccopa Mait XynbTeH, 6akanaBpoM Hayk, MaructpoM, PhD, uneHoM KoponeBckoro
o6LLecTBa NaTonoros, NPodeccopoM penpoayKTUBHON FreHETUKIN YOPUKCKOro
yHvBepcuTeTa B Benmkobputanum (Professor Maj Hultén BSc PhD MD FRCPath, Professor
of Reproductive Genetics, University of Warwick, UK) B 2007 roay.

[NepeBoA BbINOMHEH B paMKax MexayHapoAHOro CTyAeHUYeCKoro BOJIOHTEPCKOro NpoeKTa
Unique. KypaTop nepeBogyeckoro npoekra — Hatanbs BukTopoBHa Hevaesa, AoUeHT
kacheapbl nepesoga PITIY uM. A. . F'epueHa, Mpe3vaeHT Accoumauum npenoaaBaTenen
nepesopa, CaHkT-TeTepbypr, Poccvs. MeanumnHCKyo pegakumio ocylectsuna Banepus
KnectoBa, MonekynsipHbiii 6uonor, Huaepnanapl.
Russian translation 2023 (EV/AP)
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