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Oeneuunn 9q Ha yyacTtke 9q33
NHTepcTMumanbHas aeneumns 9q, BkoHarowas y4actok 9q33, — 3710 peakoe
reHeTUYeckoe 3abosieBaHue, NPV KOTOPOM MPOUCXOAMT NOTEPS YUacTka 9-M XpOMOCOMbI.
Mpy MHTEPCTULMANBHON Aeneunn BHYTPEHHUN YYacTOK XPOMOCOMbI BbINadaeT,
BC/IEACTBME YEr0 CMEXHbIE C HAM CErMEHTbI OKa3blBalOTCS COEANHEHBI B TOUKAX
pa3pbiBa. Pa3mMepbl HefoCTaloWEro yyacTka y nauMeHTOB MOTyT pasinyaTthCs.
[na HOpManbHOMO pasBWUTWS OpraHM3Ma B XPOMOCOMaXx A0/HKHO COAepKaTbCsl
onpeaeneHHoe KOMYecTBO reHeTndeckoro Matepuana (OHK). MoTteps yyacTka 9-#
XPOMOCOMbI, KaK ¥ MHOTME ApYrMe XpOMOCOMHbIE OTK/IOHEHWS, MOXET MOB/MATL Ha
3[40p0Bbe, Pa3BUTME U UHTENNEKTYaNbHble CNOCOBHOCTM pebeHka. CUMNTOMbI Aenelmm
9q, BK/oYatoLLeN y4acTok 9q33, BapbMpYIOTCS OT MauUMeHTa K MaUWEHTY U 3aBUCST OT
TOro, KaKoW reHeTMUYECKU MaTepuan OTCYTCTBYET U B KaKkOM obbeMme.
YTo Takoe XpoMOCOMBbI?
XPOMOCOMbI — 3TO CTPYKTYPbl, NpenMyLectBeHHo coctoswme u3 JHK. OHn copepxatcs
B KaXXOW KNETKE OpraHmMaMa M HecyT reHeTMYecKyto MHbopMaLumio (B BUAE MEHOB),
onpeaensioLLyo pasBuTe, POCT U PyHKLMOHMPOBaHWe opraHn3Ma. OBbIMHO XPOMOCOMbI
COCTaBNAOT Napbl: 04Ha XPOMOCOMa HacneayeTcs OT OTua, a BTopas — OT MaTepu.
[Be 13 46 XxpOMOCOM COCTaBNSAIOT Napy
MosioBbIX XpoMocoM: XX (napa X-
XpoMocoM) y aeBouek n XY (ogHa X- un
oAHa Y-XxpoMocoMa) y Masnb4YmKOB.
OcTanbHble 44 XxpOMOCOMbI 06pazytoT
22 napbl 1 HyMepytoTcsa oT 1 o 22 no
Mepe ybbiBaHUS UX OSINHBI.
Y XpOMOCOM €CTb KOPOTKOE M/evo,
0603HavaemMoe 6ykBoW p (BBEPXY
>< AvarpamMbl CfeBa), U AUIMHHOE MeYo,
0603HavYaemMoe 6ykBoW g (BHU3Y
avarpammbl). [1Ba nneya xpoMOCOMbI
BCTPEYaloTCs B TOYKE MOA Ha3BaHWEM
«LeHTpoMepa».
Moapo6Hee 0 ANIMHHOM Nyleue
9-it xpoMocomMmbl (9q)
XpOMOCOMbI Hefb3s YBUAETb
HEBOOPYXXEHHbIM I1a30M, HO, eC/n ux
OKpacuTb M YBENUYUTb MOA
MMKPOCKOMOM BO MHOIO COTEH pas, Ha
KaXxgoW u3 Hux 6yaeT BuaeH
XapaKTepHbIA PUCYHOK M3 CBET/IbIX U
TEMHbIX MonepeYHbIX MoJoc.
Ha XxpoMOCOMHOM y4acTke 9933 Takux
nonoc Tpu: g33.1, q33.2 n g33.3.
PaccmaTpmBas XxpoMOCOMbI MO4
MWKPOCKOMOM, MOXHO YBUAETb, YTO
9-a XxpoMocoMa 4acTb reHeTMYECKoro MaTepuana
OTCYTCTBYET, 0CO6EHHO ecnun aeneums
[OCTaTOYHO KpynHasi.
OfHaKo Npu peaKux XpoOMOCOMHBIX
OTKJIOHEHWSIX NMEePECTPOViKI BbIBAIOT

9933 u coceanue
Y4aCTKM XpOMOCOMbI, Ha
KOTOPbIX MOXET 6bITb
obHapyeHa aeneuus

KOpOTKOe
nneyo (p)

OJINHHOe
nneyo (q)




HaCTOJIbKO Marbl, YTO MX HEBO3MOXHO YBUAETb AaXKe C MOMOLLbIO MUKPOCKOMA.
MonekynsapHasa JHK-anarHoctuka gaet 60nee TouHoe npeacTaB/ieHVe O pasMepe u
MOJIOXXEHUN Aeneumnn. Bpay-reHeTk CMOXKET pacckasaTb BaM, Ha KakoM y4acTtke 9-i
XPOMOCOMbI y Ballero pebeHka 6bin yTpayeH reHeTMYecKuii MaTepumarn.

bonee noapo6bHas nHbopMaums 0 MoekynsipHou anarHocTvke AHK copepxuTcs Ha
cTp. 19.

Aeneunn xpomMmocombl 9q ¢

ydyacTtkom 9q33

Cnyuaii geneumn 9q, BKOYatOLLEN
y4yactok 9g33, 6bin Bnepsbie onncaH B
MeaMUMHCKUX UCTOYHMKaxX B 1978 roay
(Turleau 1978). Mo coctosHMo Ha 2015
roa 3acdmkcmpoBaHo 40 criyyaes geneuum
9q c yyactkom 9g33 (cM. pa3gen
«MICTOYHMKM 1 CCbINKM» HKe). BaxkHas
noarpynna Taknx NnaumeHToB — 3T0
MauuneHTbl, KOTOPbIX OAHOBPEMEHHO
OTCYTCTBYIOT yyacTku 33.3 n q34.1.
OfHaKo 3TO He O3HauvaeT, YTo HeT ApYrux
JeTel ¢ aeneumnen 9q, BKHOYAOLLEN
yyactok 9g33. B MexayHapoaHbix 6a3ax
[aHHbIX 3aperMcTpupoBaHbl U apyrve
cnyyaun 3abonesaHnsl, 04HaKO 3a4acTyto
nMHMDOpMaUms 0 HMX orpaHuyeHa. Kpome
TOro, ecTb W Apyrvie AeTu ¢ aeneuven 9q,
BKJIOYaloLLEN yuacTok 9933, nHdopMaums
0 KOTOPbIX B MEANLMHCKMX UCTOYHUKAX
npeacrasneHa He 6bina. Ha MoMeHT
cocTaBneHust bpolutopbl B Unigue coctosino 20 uneHoB ¢ aeneunent 9q, y KOTopbix 6bina
obHapy>eHa NosHas Wmn YacTuvHas noTeps y4vactka 9qg33.

NCTOUYHNKKN 1N CCbINKK

WHdopMaLms, NpeacTaBieHHas B AaHHOM 6poLutope, B3dTa M3 OTKPbITbIX MEAVLIMHCKMX
WCTOYHUKOB. AHHOTALIMM WU TEKCTbI OPUrMHAsIbHBIX CTaTeN MOXHO HaWTW B OHMaiiH-
6a3e HayuHbIx nybnukauuin PubMed (www.ncbi.nlm.nih.gov/pubmed) no nmenn aBTopa
n rogy nyénvkaumm. MNpu cocTaBneHUM 3TOM BPOLLIOPLI B 0CHOBHOM MCTOJIb30BanMCh
MOJIHbIE TEKCTbI CTaTEN, HO B HEKOTOPbIX CTy4Yasix 6blv AOCTYMHbI TOJIbKO MX
parmeHTbl. Mo cocTosHuio Ha 2015 rog B MeAULIMHCKMX UCTOYHMKAX 3adMKCMpOBaHO
40 cnyyaeB geneummn 9q ¢ yyactkom 9933 (Turleau 1978; Farrell 1991; Park 1991;
Schlaubitz 2007; Sellitto 2008; Kulharya 2008; Saitsu 2008; Tohyama 2008; van Silfhout
2009; Saitsu 2010; Chien 2010; Marini 2010; Mignot 2011; Campbell 2012; Saitsu 2012;
Alfonsi 2013; Brandt 2013; Harrison 2013; Barcia 2014; Jiang 2014; Matsumoto 2014;
Ehret 2015; Nambot 2015; Nicita 2015; Serati 2015). Takxe B 3Ty 6poLutopy 6bim
BKJIIOYEHbI BbIAEPXXKM M3 MPOBEAEHHOTO B HuaepiaHaax onpoca poauTenel AeTel ¢
JaHHbIM 3abonieBaHMeM. Ha MOMeHT cocTaBneHus 6polutopbl B Unigue coctosino 20
YNEHOB C MHTEPCTUUMANbHOW Aeneumnent 9q, Y KOTOpbIX bbila 06Hapy>XeHa MosiHas uiu
YacTMYHas noTeps y4yactka 933 1 Npu 3TOM He HabnAanocb ApPYrMx XPOMOCOMHBIX
nepectpoek. [aHHyto 6poLuopy NpOKOMMEHTMPOBaIN BOCEMb ceMel. KoMMeHTapum
Unigque pacnonoxeHbl Ha cepoM (oHe M OTMeYEHbI JIOFOTUMOM OpraHu3aLum.
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XapakTepHble NpusHaku geneummn 9q ¢ yuactkom 9q33 y geten

MpuBeaeHHbIE B 3TON 6poLUtope XapakTepHble 0CO6EHHOCTM BbliM ONUCaHbl B

MEOULMHCKMX UCTOYHMKAX Yy AETeW C MHTEepCTMUMANbHOM Aeneunert 9q, BKIYaoLWeN

yyacTok 9g33. HeusBecTHO, BCE /I NPU3HAKN AEUCTBUTENBHO SIBNSIOTCS CUMMTOMaMu

[eneunv unm 3To coBrageHve. HekoTopble U3 nepevncrieHHbiXx 0cobeHHoCTeN

BCTpeYaloTcsl U y feTeli 6e3 Hee.

MockosibKy onMcaHo OTHOCUTENbHO Maso clyyaes fdeneuun 9q ¢ yyactkom 9933, MoryT

6bITb U3BECTHBI HE BCE ee NposiBieHust. MpusHaky geneunmn MoryT pasnmyaTbcs OT

pebeHka k pebeHKy, 0aHaKO HEKOTOpPblE BO3MOXHbIE MPOSIBIEHNS NEPEUNCTIEHBI HUXKE:!

B 3agepxKa B pasBuUTUM U/ UK MHTENNEKTyanbHas HEAOCTAaTOYHOCTb — CTp. 9-13

B Snunencna — cTp. 13-14

B HapyxHble nosioBble OpraHbl NPOMEeXyTOYHOro Tuna — crp. 15-16

B CuHppoM HorTel-HagkoneHHuka (3aboneBaHue, KOTOpOe xapaKTepusyeTcs
HapyLUeHUsIMU B CTPOEHWUM HOTTEN U KOJNEHHbIX Yallevek) — cTp. 9

YyeHble CUATAIOT, YTO HEKOTOPbIE U3 3TUX 0COBEHHOCTEN BbI3BaHbI OTCYTCTBUEM EHOB,

yTpaueHHbix npu aeneumn 9q33. Mo 3ToW NPUYMHE BaXHO 3HaTb TOYHbIE FEHbI,

BXOAsLIME B OTCYTCTBYIOLUMIA YHACTOK XPOMOCOMBI (CM. «[lanbHellumne

uccnenoBaHUA 4JIMHHOIO nJieya 9-oi xpomocombl (9q)>», cTp. 19).

Kak yacTto BcTpevaroTca geneuum 9q € ydyactkom 9q33?

Ha faHHbIli MOMEHT CNOXHO CKa3aTb TOYHO, HACKOJbKO PacrpOCTPaHeH AaHHbIA BUA
Jeneumn. Kak yxe 0TMeYanocb paHee, B MEAULMHCKOWN IMTepaType yrnoMUHAOTCS COPOK
TaKux Cny4aes.

MepcneKkTuBbl

Hannuve peneumn, Kak NpaBuno, He BAUSET Ha MPOrHO3MPYyeMyto
NpoAO/DKUTENBHOCTb XXU3HWU, NPU YCNOBUU OTCYTCTBUA Y YENOBEKA COCTaB/IEHUS

OpYrnx cepbesHbIX npoGnelVI CO 3[0p0OBbeM. U3 cnyyaes, 6poLLtopsbl cpeam
OMKUCaHHbIX B MEAWLIMHCKOW NnTepaType, YeTBEPO MaLMNEHTOB C YYacTHUKOB Unigue
BbllLEONNCAHHBbIM BNOOM Aeneunnm — B3podCible. MomMmMo 3TOro, 6bI10 MSATb B3pOCIbIX C

Ha mMomeHT

€CTb MHGOpMaUUs 0 MIAZEeHLE, KOTOPbIA CKOHYancs Yepes 30 OMMCaHHbIM
4acoB Mocne poXAeHUS U3-3a BbIPaXXEHHOI0 OTeKa Nerkux, TEHETUYECKUM
6PIOLLHOM MOMOCTM M KOXHbIX MOKpoBoB (Sellitto, 2008). LTI

bepeMeHHOCTb U poabl

MHorve MaTepy, YbW AETU POANIUCL C MHTEPCTULMANBHOM Aeneumreit 9q, BKOYatoLWen
y4yacTok 9933, Bo BpeMsi 6epeMeHHOCTM C OCNIOXHEHUSIMI He CTankueaimucb. Poabl y HuX
TaK>Xe MpOLUM HOPManbHO, @ O HA/IMYMN XPOMOCOMHOIO OTK/IOHEHUS y pebeHka
CTaHOBW/IOCb M3BECTHO TOJIbKO MOC/IE ero poXXaeHus.

CyLLEeCTBYIOT U Apyrve NpUMepsbl: ABE CEMelHbIE Napbl, Y3HaB O AMArHo3e CBOEro
6yayLiero pebeHka, MPUHSANM peLleHne o0 nNpepbiBaHuM 6epeMeHHOCTU. B nepBOM cnyyae
06 OTK/IOHEHUM Y3HaNN Ha AecsToW Hefene 6epeMeHHOCTH, koraa Y3 nokasano
YBEJIMYEHME TOJLLMHBI BOPOTHMKOBOMO MPOCTPAHCTBa — 30HbI MeXAy KOXeW nioaa u
MAMKUMU TKaHSMW LWEVWHOTO OTAeNa No3BOHOYHMKA. Ha MOBTOPHbLIX 06CcneaoBaHMsax
Habniopanoch AanbHenee ysenuyeHne oteka (Paoloni 2001). Bo BTOpoM ciyyae y
nnoaa o6HapyXunn BbipaXKeHHbI NOPoK cepaua. MeHuTanum nnoaa ObiIn KEHCKUMM,
O[HaKO reHETMYECKOE TECTUPOBAHME BbISBUIO MYXCKOM XpOMOCOMHbIN Habop (Alfonsi
2013). Bebllle yke yNoMUHaNCsa cny4van, koraa MiaafeHeL CKOHYaNCs BCKOpe nocne
pOXAEHUs B pe3ynbTaTe 0TEKOB, 06Hapy>eHHbIX elle Ha Y3U (Sellitto 2008).



OavH pebeHoK poawncs nyTeM KecapeBa CeYeHust Ha
cpoke 27 Hefenb U 5 aHen, Tak Kak KpoBOTEYEHWE B
0611acTu Mexay MraueHTon n MaTKOM NPUBENO K
3apepxke pocta nnoga (Ehret 2015). Y aByx apyrmx
6epeMeHHbIX NPOoM30LLEN NpeXAeBPeMEHHbIN pa3pbis
nnogHbIx ob6onouvek (Barcia 2014; Nicita 2015). 3gecb
Takxe 6bin BbIbpaH METOA Kecapesa ceyeHus,
NpeAanonoXuUTeNbHO, MO NPUYMHE HEAOCTAaTOYHOTO
MOCTYMN/IEHNS KUCIIOpPOJa B MaTKYy.

Mpu obcnepoBaHwm Tpex Apyrux 6epeMeHHbIX 6bi1o
BbISIB/IEHO, YTO YPOBHU aMHUOTUYECKOM XKMAKOCTM
Hwke HopMbl (Schlaubitz 2007; Kulharya 2008; Nambot
2015). Y nepsoro nnoaa Habnoganocb HapyLeHue
cepaeydHoro putMa (Nambot 2015); y BToporo —
3agepxka B pocte (Kulharya 2008). Y TpeTbeii
YKEHLUMHbI BO BpeMsi 6epeMeHHOCTU Habnoaanoch
BblCOKOE faB/ieHne (rmnepToHMs) u Ta3oBoe
npegnexanue nnoga (Schlaubitz 2007).

.4 B ewe oagHOM cniyyae npousoLlna 3agepxka pocra
nnoaa (3PM), NnpuunHOM KOTOPOW OKasancs passuBLUMiicS Y MaTepu HELLP-cuHapom —
pasHOBMAHOCTbL Npesknamncum (van Silfhout 2009). HoBopodxaeHHbI pebeHok
UCMbITbIBaN NPo6neMbl C AbIXxaHWEM W UMEN HU3KME NoKasaTenu no Lukane Anrap.
CyLLecTByeT Takxe MHDOPMaUMs 0 6epeMeHHO XXEHLLUMHE, Niod KOTOPOW 6bin
manonoaswkeH (Kulharya 2008).

Unigue pacnonaraeT AaHHbIMU O AEBSATU ciyYvasx 6epeMeHHOCTH, 60bLIMHCTBO 13
KOTOPbIX HE COMPOBOXAA/IUCb OCIIOXHEHUSAMU. VICKNIOYEHWE COCTABUIM TPU U3 HKX: B
nepBoM nnoj 6bl1 ManonoABMXKHBIM, BO BTOPOM Habstoaancs n3bbiTok aMHUOTUYECKOW
XWUAKOCTM (MHOrOBOAME), @ B MOC/EAHEM Y MaTepu C/lyuMnoch NULLEBOE OTPaBeHNe
mexay 12-ii n 14-in HegensaMmn 6epeMeHHOCTU. MaTepu YeTBEPLIX AETEN CMOMIN POAUTb
6€e3 KaKMX-NMbo OCNOXHEHMI, NPMUYEM OZHA XKEHLUMHA poXkana goMa. B ogHoM cnydae
6b110 NpOBEAEHO KCTPEHHOE KECApeBO CeYeHre Ha cpoke 42 Hegenb Mo NpuynHe
AUCTpecca nnoja. B Tpex cnyyasx poaoByto AeATENbHOCTb CTUMYNMPOBanu Ha 37-1, 38-
1 1 41-i1 Hepene. B nocneaHeM crnyyae y pebeHka Ha paHHUX Cpokax 6epeMeHHOCTH
MaTepwm bblia 06Hapy>xeHa KUCTO3Hasi rurpoMa Lweu (yBenumyeHve TOLWMHbI
BOPOTHMKOBOIO MpOoCTpaHcTBa). OaHako obcnefoBaHns He mokasamm )
OTKJIOHEHWI, M CO BPEMEHEM MMrpoOMa perpeccupoBana. e

HoBopo)xAaeHHble

Y #ecatv MnafieHUeB C Aeneumrent 9q, poXxXaeHHbIX Ha Cpoke He paHee 37-i Heaenu,
CPeaHuiA BEC NPU POXAEHUM COCTaBwn 2,667 Kr npu pasbpoce oT 2,134 kr o 3,14 kr
(Chien 2010; Saitsu 2012; Matsumoto 2014; Ehret 2015; Nambot 2015; Nicita 2015;
Serati 2015). OauH pebeHok 13 napbl 61M3HELOB NOSBMACS Ha CBET C BecoM 1,82 kr,
HECMOTPS Ha TO YTO poawncsa B cpok (Saitsu 2008; Tohyama 2008; Saitsu 2010).

B 0ZHOM cniyyae y HOBOPOXAEHHOW AeBOYKM Bblia 06Hapy>XeHa HESIPKO BbIpaXXEHHas
HeoHaTanbHas Xentyxa. Yepes HeKOTOpoe BpeMsl MoCne pOXAEHUs ee
rocnutanusmposanm ¢ cuHycutom (Kulharya 2008). Y apyroit HOBOpOXAEHHOW AEBOYKM
6bI10 3aTPYAHEHO AbixaHue. MPUUMHONM CTano 3arpsisHeHe aMHUOTUYECKOM XMUAKOCTH
MeKOHVMeM — nepBbiM KanoM HosopoxaeHHoro (Chien 2010).
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Bec petei u3 rpynnbl Unigue Ha MOMEHT POXXAEHWUS COCTABMSIET OT 1,6 Kr Npu podax Ha
cpoke 37 Hegenb Ao 3,86 Kry AOHOLWEHHOro pebeHka. HenocpeacTBeHHas CBSA3b Mexay
pa3sMepoM fefieLuu 1 BecOM pebeHKka Mpy POXXAEHWUM Ha AAHHbLIN MOMEHT He
yCTaHOB/EHa. Y CaMOro KpymnHOro My CaMOro MasioBecHOro pebeHka HabntopaeTcs
OYeHb MOX0Xas KpynHas aeneuunsi. COCTOSHUE HAa MOMEHT POXZJEHUS Y ieTel, Kak
npaBwro, YAOBNETBOPUTENBHOE, 3@ UCKIIIOYEHVEM CNOXHOCTEN C KOPMIEHMEM. Y ABOUX
HOBOPO>XAEHHbIX AUAarHOCTUPOBAM HESIPKO BbIPAXEHHYIO XeNnTyxy. HekoTopble aetu
MOSIBUIMCb HA CBET C HWU3KUM MbILLIEYHLIM TOHYCOM. M3BECTeH cryyal, koraa

[eBOYKa poaunack C TpoeKkpaTHbIM 06BUTMEM NYMOBUHBI U MEPBbIE TPY Yaca

nocne poXAeHUs He Morfa AenaTth CocaTesbHble ABMKEHUS U KpUYaTh. e
KopmneHue

Y HEKOTOpPbIX MfIaAeHLEB U eTEN C XPOMOCOMHbBIMU OTK/IOHEHMSIMU MOTYT BbiTb
TPYAHOCTM C COCaHMEM W FNOTaHWeM. YacTUYHO 3TU TPYAHOCTM MOTYT 6bITb
06yCnoBneHbl HU3KMM MbilLeYHbIM TOHYCOM (FMNOTOHYCOM). MMNOTOHYC 06HapyxeH y 16
YenoBeK C MHTepCTULManbHOW aenewmelt 9q ¢ ydacTkoM 9g33, cpeam KOTOpbIX eCcTb Kak
HOBOPO>AEHHbIE N AETM LWKONBbHOIO BO3pacTa, Tak u B3pocnble. (Kulharya 2008; Saitsu
2008; Tohyama 2008; Campbell 2012; Barcia 2014; Ehret 2015; Nambot 2015; Nicita
2015; Serati 2015). Y ogHux ntogei HabnoaaeTcsl Kak HU3KUIM, TakK U BbICOKMI
MbILLIEYHbIN TOHYC (MMNEPTOHYC), Y APYr1X — NPEUMYLLECTBEHHO runepToHyc (Saitsu
2012; Serati 2015). OgHOrO ManbyMKa KOPMUIN Yepe3 30HA U3-3a 3a4EPXKKN pasBUTUs v
runoToHyca (Matsumoto 2014).

'MNOTOHYC MOXET TakXXe BHOCUTb BKMaj B pa3BuUTME racTpo3a3odareancHoro pedniokca
(F'2P). NP — 3aboneBaHne, NpU KOTOPOM COAEPXUMOE Xeyaka 3abpacbiBaeTcs
ob6paTtHo B nuwweBoa. OHO 6bif10 06HAPYXXEHO Y YETbIpEX MNageHLEB M AeTen C
MHTEepCcTULManbHOM aeneuueit 9q ¢ ydactkom 9933 (Campbell 2012; Harrison 2013;
Matsumoto 2014; Nambot 2015). MNMpossneHus OP 06bl4HO MOXHO KOHTPOMPOBATh,
€C/iM KOpMUTb pebeHKa MeSIeHHO M NpU 3TOM AepiaTb ero BepTuKanbHo. Mpu
Heo6X0AMMOCTU AETCKYIO KPOBATKY MOXHO NPUMOAHSATL CO CTOPOHbI U3ro/1I0BbS.

Tpu YenoBeKa MMenM BbICOKOE roTuieckoe u/unm yskoe HEGo (Park 1991; Schlaubitz
2007; Kulharya 2008). Y Tpoux aeTeii 6bina paciuenvHa rybbl u/unm Héba. B HEKOTOPbIX
CNyYasx 3TO MOXET Bbi3blBaTb
npob6nembl € cOCaHneM u

i Te AT G NN RS
“OnHa xopowwo ena, Ho 6bina

rnoTaHueM, Ho He Bcerda. Y
[BOUX AieTel perynsipHo
CNyyanuchb 3anopsbl. Y Apyrux
[IBOMX aeTel Habntopancs
MUIOPOCTEHO3, NPU KOTOPOM
0TBEpCTUe, Beayllee 13
XenyaKka B TOHKUN KULWEYHVK,
0Ka3blBaETCs 3ay>KeHO.
Copepxxumoe xxenyaka He
MOXeT 6ecnpensTCTBEHHO
NPOWTU B KULIEYHUK, YTO
MOXET BbI3bIBaTb PBOTY (van
Silfhout 2009; Serati 2015).

oYyeHb ocnabneHa, NosaToMy
HaM MpuULLIOCb OTKa3aTbCA OT
rpyAHOro BCKapM/nBaHWUS.

Mbl KOpMWIM €€ 13 LWnpu1ua.
10 MunamnuTpoB OHa chepana
6e3 npobnem, n 3T0 HaC OYeHb
pagosano.”

Ha aToi coTtorpacumn eii 16.

Ewe oaHoMy pebeHky amarHocTupoBanu BocnaneHne nuwesoaa (Nambot 2015). Takxe
Y OAHO fieBOYKM 06pa3oBanuch S3Bbl B XeNyaKke M NULLEBOAE, U3-3a YEro OHa
nepuoanyecku kawnsna kposbto (Chie 2010).
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V13 neBATU ONpOLLEHHbIX CEMEN, COCTOALMX B rpynne Unigue, BOCEMb CTONKHYMNUCH C
TPYAHOCTSIMU NMPU KOPMJIEHUM MNaAeHUa unu pebeHka craple oAHoro roaa. Hekotopble
HOBOPOXXAEHHbIE MEPBOE BPEMSI UCMbITbIBANN TPYAHOCTM NPU COCAHUN WY FIOTaHuuK,
BUIEACTBME YeEro BO3HMKaNa OMacHOCTb TOro, YTO YacTMLbl MWLM MOF/IM NONacTb B
AblXaTesibHble NyTu. FpyAHOe BCKapMIMBaHWE B TakuxX Clydasx 6bi10 HEBO3MOXHO,
HEKOTOPbIX AETEN KOPMUIW CLIEXKEHHBIM FPYAHBIM MOSIOKOM MJIM MOJIOYHON cMecbio. OaHOro
MMadeHua M3HavanbHO KOPMUM U3 LWNpUUa, ABYM ApYrUM noTpeboBanoch 30HA0BOE
KopMsieHuwe. [pyroro mnageHua ¢ aedopmMaumenn HaaropTaHHUKA KOPMUIK Yepes
Ha3oracTpanbHbIVi 30HA, NPOBEAEHHbI Yepe3 HOC B Xenyaok. Elle ogHOMy pebeHky, y
KOTOpOro Habnoaanucb NpobaeMbl C KOOPAUHALMEN KOPMIIEHUS U FNOTaHus, 6biia
yCTaHOB/IEHa racTpPoOCTOMa; B Bo3pacTe 5 neT pebeHok NosyvaeT XUAKOCTU U fiekapcTea
yepes ractpocToMy, HO NPy 3TOM CaMOCTOSITENbHO €CT MIOPUPOBAHHYIO U PasMsATYo nuly. Y
CeMu ZeTen 6biN CUTbHO BbIPAKEHHbIN pedsitoKe (CM. BbiWe), MO 3TOW NPUYMHE Y O4HOM
[EBOYKM MOJIOKO BbITEKANO U3 HOca. [1Boe AeTelt B Bo3pacte 3,5 roda v 7 NeT 04YeHb
npuBepeanuBbl B efe. Y 0AHOr0O M3 HUX AUarHOCTMPOBaHa HEMEPeHOCMMOCTb JTaKTO3bl,
Mo3TOMY AN1s KOPMJIEHUS eMy TpebyeTcs crelpanbHas CMecb Ha OCHOBE ruaposin3ata benka.
XopoLas HOBOCTb COCTOUT B TOM, YTO Yalle Bcero pedsitokC He MPOrpeccupyeT, U AeTH
M/IaALEero Bo3pacra YXXe MOFyT MuTaTbCsl pasHoo6pasHou eaon.

TpyAHOCTW NPY KOPMAEHUM MOTYT 6bITb BbI3BaHbI HU3KUM MbILLEYHLIM TOHYCOM, YTO 4acTo
BCTPEYAETCS CPeAn AETel C XPOMOCOMHBLIMU OTK/IOHEHMAMU. TOSbKO Y OAHOFO MaAeHua
6bl1a pacliennHa HeEba, ckpbiTas MoA CM3NCTON 060/104KOM NONOCTM pTa. Y ApYyroro
M/afeHUa 06Hapy>Xun BbICOKOE roTuyeckoe HEGO. Mpu 3ToM y 060oux AeTel TpyAHOCTEN npu
KOPMJIEHUW HE BO3HMKaNO.

[pyroi pacrnpocTpaHeHHOM 0CO6EHHOCTbIO Cpean AETEN C XPOMOCOMHbIMU OTKIOHEHMSIMU
SBNAIOTCA 3amnopbl, U ANS NSTU U3 CEMU AETEN U3 rpynnbl Unigue OHW NpeacTaBnsoT
cepbe3Hyto nNpobnemy. Y ofHON AEBOYKU HAYMHAETCS 06UIBbHOE CIIOHOOTAENEHNE, KOraa
Heo6X0AMMO OMOPOXKHUTL KULIEYHUK. OauH 12-neTHui pebeHok Bo BpeMs aedekaumu
UCMBITLIBAET MOCTOSIHHYIO 60Mb, €I €My He BBECTM JiekapcTBo. Elle ogHOMY pebeHky
AMArHoCTUpPOBaNN HEMPOreHHYH0 ANCHYHKLIMIO MOYEBOrO My3blps U KULEYHWUKa (HEPBHas
cMCTEMa He perynvpyeT OMOPOXXHEHNE KULLEYHUKA AOMKHBIM 06pa3oM), U eMy, cKkopee BCero,
NoHaaobuTCs ycTaHOBKa KOMI0CTOMBbI Anst 06xoAa HEPYHKLIMOHMUPYIOLLEro KULWEYHKKA.

““Celfyac OHa y»>ke XOpOLLO eCT U AaKe CMPaB/SETCa C enoi ¢ He6obLIMMKU

KOMOYKaMW. MIHOrla OHa AaBUTCA U MJTHOETCS BO BPEMS €Abl, HO 6bICTPO

npokawnmeaercs. OHa 060XKaeT MUTb LLUOKOMIaAHbIE KOKTENIN 1 CMY31 Yepe3 Uni? e
Tpybouky.” — 8 net

Pocr

M3BECTHO, UTO Y TPMHaALATH YENOBEK C MHTEPCTULMANbHON aeneumneli 9q, BKIOYAOLWEN
yyacTok 9q33, HabniogaeTcss oTCTaBaHUe B pocTe uiamn Huskuii poct (Park 1991; Schlaubitz
2007; Kulharya 2008; Saitsu 2008; Tohyama 2008; Chien 2010; Marini 2010; Saitsu 2010;
Ehret 2015; Nambot 2015; Serati 2015).

MpaKTMYecKkn y BCeX AETEN, O KOTOPbIX U3BECTHO Unigue, ManeHbKWii pocT Ans CBOero
BO3pacTa, OAHaKO Y OAHOM AEBOYKM OH HACTOJIbKO HU3KMM, YTO He 3acdMKcMpoBaH B Tabnuue
COOTHOLUEHWS pocTa 1 Bo3pacta. OfgHa NATUIETHAS AeBoYKa 06/1aaaeT HopMarbHbIM A4S
CBOEro BO3pacta poCTOM M BECOM. BOMbLUMHCTBO AETEN UCMbITLIBAET TPYAHOCTU C HABOPOM
Beca, 0CO6EHHO B MNafleHYeCckOM BO3pacTe. BHEWHWUI BUA 04HOro 12 -NeTHEro Masbyuka
OMM1CaH Kak aHOPEKCUYHbLIN. Y ABOUX AeTel Habnoaancs NULWHUIA BEC, MOKA OHW HE CMEHWUAN
WM He NePeCcTany NpUHUMATb NPOTUBOSMUIENTUYECKMUE NpenapaThbl.

“OHa ManeHbkasi, Ho nogpocia.” — 16 ner Uni)e



BHewWwHOCTDb

Y meTei ¢ MHTEpCTMUManbHOM Aeneumeit 9q, BKOYatoLWen yyactok 9933, YepTbl nMua
MOTyT pa3nnMyaTbCsl.

OpHako 6blM BbISIB/IEHBI HEKOTOPbIE 0COBEHHOCTM CTPOEHMS LA, KOTOPbIE BCTPEYatoTCS
y feTeli C 3TUM TUMOM JAeneLny yalle Bcero. B MeauumHcKoW nutepaTtype onucaHsbl
cneayiolme 0CO6eHHOCTH, KOTOpble Habnoaanuch 6onee YeM y NsATU AeTel: ManeHbkast
OKPY>XHOCTb r00Bbl, CTPabusM (Kocornasue), HU3KO MOCaXKeHHbIE /1N HETUMUYHO
opMbl YLK, TOHKME Fy6bl, LUIMPOKWIA UK NTYKOBULLEO6pa3HbIi HOC (0HAKO Y YeTbipex
JeTeit HOC 6bin ManeHbKUM UM KOPOTKMM) U KpYyr/ioe nnuo.

e > 67 G

Y HEKOTOpbIX NiloAel C AaHHOM Aeneuvein HabnogaeTcs HeobblMHOE CTPOEHME KUCTEN PYK U
cTton. Tak, y Tpomx 6blM nanbLbl KOHUYECKON opMbl. Y oaHOro pebeHka nasnbLbl bbin
LIMHHbIE W TOHKWE, Y ApYyroro pebeHka nasnblbl HakagbiBanuch Apyr Ha gpyra (Park 1991;
Chien 2010; Saitsu 2012; Ehret 2015). Y 04HOro My>4uHbl HA6MIOAANCE KOPOTKME MSCTHbIE
KOCTM B KUCTWU. Y OAHOMO Masnbynka O6HapY>XWM €AMHCTBEHHYIO MOMNEPEYHYIO Naf0oHHYO
cknaaky (Turleau 1978; Nambot 2015). Y aAByx nogen 6bi1 HEOBbIYHbINA U3rb NanbLEB pykK
(Kulharya 2008; Ehret 2015). Y aecsiT 4yenoBek 6bIM OTMEYEHBI ClieayoWnE YepThl:
KOCO/anocCTb, 93KBUHOBaPYCHast KOCOMANOCTb, MNOCKOCTOMWE U HEECTECTBEHHOE MOJIOXEHNE
wmkonoTku (Schlaubitz 2007; Marini 2010; Ehret 2015; Nambot 2015; Serati 2015). Y
oaHoro pebeHka 4acTnyHO HbinM YacTuUHO cpoleHbl nanblbl cton (Kulharya 2008).

Y BOCbMM U3 0AMHHAAUATK AeTe B rpynne Unique 6b110 0TMEYEHO HEOBbIYHOE CTPOEHME
PYK: UCKPMBMIEHHbIE MU3MHLIbI Ha 06enx pykax (4); eAMHCTBEHHas NonepeYHas Ckiagka
Ha oAHOW unn 06enx MafoHsX (2); KOPOTKME, LWMPOKME U TPEYTOJIbHbIE MPOMEXYTOUHbIE
anaHrn MusmHUEB (1); ManeHbkue NagoHu (2); nanblbl KOHUYECKON GopMbl (2);
CMELLEeHNE XMPOBbIX NMoayLieyek (1); u3bbIToOK KOXM Ha NafaoHax. Y ogHOro MaageHua
NaloHn BblM BCE BPEMSI OKaTbl, HO MOCTEMEHHO WX YAAN0Ch pa3XaTb C MOMOLLbIO
HEOMPEHOBLIX NepyaTok. LllecTb M3 oaMHHaAUATY AETEN POAUIMCH C HEOBbIYHBIMK
CTOMaMK, HO TOJIbKO OAHOMY MJaAeHLYy NoTpeboBanoCh XMpYpPrMyeckoe BMeLLaTeNbCTBO,
4YTO6bI NCMPaBUTb BPOXAEHHOE HEECTECTBEHHOE MOJIoXeHMe obenx cton. EMy npuwnoch
HECKOJIbKO MeCsILEB HOCUTb FMUMCOBYIO MOBSA3KY M 3aTEM - LUMHY, KOTOPblE 06bIMHO HOCAT
[ETU C KOCOoanbIMK CTOMaMun. BcTpeyatotes n Apyrve, MeHee cepbe3Hble OTK/IOHEHUA:
MasieHbKMe CTonbl (2) — B OAHOM Cy4Yae C M30THYTbIMM MasbLliaMu u3-3a

rMNepToHyCa; HaKMaabIBaloWMecs nasbLbl CTon (2); YaCTUYHO CPOCLUMECS ManbLibl ,‘w?‘
cron (1); n3bbIToK KOXM Ha cTynHsx (1).

CMHAPOM HOrTen-HaAKoJIeHHUKA

Y OeBATU YenoBek C Aeneumeit 9q Ha yyacTke 9933 06Hapy>KeHbl MATONOMMN HOTEN
(Schlaubitz 2007; Marini 2010; Mignot 2011; Nambot 2015; Ehret 2015). Mpwn natonorum
HOrTeBas MIacTUHa MOXeET 6bITb KOPOTKON UM UMETb HEOAHOPOAHYIO penbedHyo
NOBEPXHOCTb. Kpasi HorTel MoryT BbiTb HEPOBHBIMK, @ B HEKOTOPbLIX C/lyYasix HOMTU MOryT
OTCYTCTBOBaTb LEIMKOM. MccnegoBaTenn CUMTaloT, YTO Takue MaTosIorMmM BO3HUKAKOT Y
HEKOTOPbIX fitofel u3-3a feneumu reHa LMX1BHa yyactke 9933.3 (cM. cTp. 19). MyTauus
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WM eneums 3Toro reHa MoryT CTaTb NPUYMHONM CYHAPOMA HOTTel-HaaKOoIeHH KA (danee
— CHH). NMoMuMO naTonoruit HorTel, y Ntofel ¢ AaHHbIM CMHAPOMOM HepeaKo
OTMEYaloTCsl MAaTOOrMM HAAKONIEHHMKA (KOJIEHHOW YalleyKu).

Tak, NaToNorMM HaAKOJIEHHMKA Bbiniv 0BHApYXXeHbl Y CEMU YeNOBEK C Aeneumei 9q Ha
y4yactke 9g33 (Schlaubitz 2007; Jiang 2014; Ehret 2015; Nambot 2015). CHH Takxe
MOXKET 6bITb NMPUUMHOW MOPAXKEHWS IOKTEBOTO CYCTaBa M OrpaHNUEHNsI €ro MOABUXHOCTY.
Y HEKOTOPbIX NiloAel TaKkxxe MOryT BbiTb NMopaXkeHbl KOCTV Npeansiedbs. MNopaxeHue
JIOKTEBOIO CyCTaBa OTMeYaeTcs Y NsATv Yenosek ¢ aeneuuert 9q (Schlaubitz 2007; Marini
2010; Ehret 2015; Nambot 2015).

Y 30-50% ntopei ¢ faHHbIM CMHAPOMOM UMEKTCS MPo6neMbl € noukamu. Y sty Yenosek
C geneuvent 9q HabnoaatoTcs naTosiormm nodek (Sellitto 2008; Campbell 2012; Matsumoto
2014; Nambot 2015; Nicita 2015). Cpean HUX BbIAENSAIOTCA: ManieHbKUe MOYKMY,
HedpOoKaNnbLMHO3 (OTNOXEHNS KanbLUs B NMOYKax), HeIOPas3BUTME NPABOM MOYKK, @ TaKxke
He60/1bLIOE paCLUMPEHME NMOYEUHOW IOXaHKW — MOJIOCTH, OTKYAa MOUYETOUHVK, BeayLMiA K
MOYEBOMY My3bIPto, BLIXOANUT M3 MOYKM. OAHAKO AaHHbIe NATONOrMN HETUNMYHLI ans CHH.
KpoMe Toro, y Bcex noaen ¢ AaHHbIMU NaTonoruaMu reH LMX1B He 6bln YacTbio Aeneumn.

ToNbKO Yy TPexX U3 WeCTn AeTen U3 rpynnbl Unigue HabnoaaoTcs HeobblYHbIE HOMTU. Y

0HOro pebeHka HeT HOMTeN Ha MasbLax Hor, y ABYX APYrvX, HAaNpOTWB, HOTW pacTyT

6bICTPO Kak Ha pykax, Tak U Ha Horax. Hu B oaHoOW ceMbe, cocTosulel B rpynne Unigue,

HE OTMEYEHbI NMATONOrM NIOKTS WM KOJIEHHOW Yalleykun. Y oAHOro pebeHka nopaxeHbi

noYku (NpUCYTCTBYHOT pybLbl HA 06enx NoYKax U3-3a peLuaVBUPY OLLMX

MHDEKLMIN MOYEBBIBOASILLMX NYTEN, CMIOXHO NOAAAIOLMXCS AMArHOCTUKE). uﬂ?
e

NMcnxomoTopHOE pa3BuTHUe

Mo AaHHbIM U3 MEAULMHCKOWN NUTEpaTypbl, 3a€PXKKa B Pa3BUTUN W/WUIN UHTENNIEKTyaslbHast
HeAo0CTaTOYHOCTb HabnoaaeTcs y 60bLUMHCTBA AeTel ¢ aeneunent 9q ¢ yuyactkoM 9q33.
CTeneHb 3aZiepXKKu Pas3BUTUSI UM UHTENNIEKTYaslbHOM HEAOCTAaTOYHOCTM BapbUpyeTCs OT
yMepeHHo Ao Tshkenoi. O6 oaHOM AEBOYKE B BO3pacTe 6,5 NET cO0bLIaeTcs cneaytolee:
pebeHoKk pa3BuBasncs HopMasbHO A0 2,5 neT, HO 3aTeM
[eBOYKa noTepsisia A3blIkOBble HaBblKW U pasy4unnacb
rosoputb. K Bo3pacty 6,5 net, oaHako, y Hee nosiBuinch
HEKOTOPLIN NPOrPECC B MHTENNEKTyalbHOM pa3suTtum (Brandt
2013). B elle oaHol cTaTbe cOO6LIAETCS O MOXOXei
CUTyauuu y apyrovi aeBoyku. OHa pa3BuBanacb HOpMasbHO
[0 5 MecsaueB, HO 3aTeM y Hee 06HapYXWu 3a4epXKy B
passutum (Mignot 2011).
Y HEKOTOpbIX IETEN 3aAepKKa B Pa3BUTMM MOXKET BbIThb
CBsI3aHa C anunencuein. Snunencus MoXeT TPyaHO
noaaaBaTbhCs MEANKAMEHTO3HOMY fleUeHuIO.
Y peTeit ¢ MHTEPCTMLMANbLHOM fAeneumeit 9q, BKOYatoLwen
y4yacTok 933, Takxxe MOXeT HabnogaTbCs 3a4epikka B
(pu3nyeckoM passutum. Hanpvmep, AeTn MOryT No34HO

: HayaTb NePEBOPAUMBATLCS, CAAUTLCA UM XOauTb. Y
HEKOTOPLIX AETEW COBCEM He MoJlyyaeTcs xoauTb. LLecTb U3 aeBsTU aeTel B Bo3pacTe OT
Tpex Ao 11 net He ymenu xoautb (Matsumoto 2014; Ehret 2015; Nambot 2015). Tpoe
netei B Bo3pacte 1 roa u 10 mecaues, 2 roaa v 3,5 roga ymenun xoamtb (Schlaubitz 2007;
Ehret 2015; Nambot 2015).




Y Bcex uneHoB Unigue 0TMeYaeTcsa 3aepXKa B pa3BuTum B
TOWM WIN MHOW CTENeHU, HO ee 0COBEHHOCTU U TSXKECTb
BapbUPYIOTCS OT pebeHka K pebeHKy. BonbLMHCTBO AeTei
Mo3)e 06bIMHOrO MPOXOAAT HEO6XOAMMBIE STambl Pa3BUTUS,
W 3a4acTyto Mo 3TOM NpUYMHE NMPOBOAATCS 06Cnea0BaHuS,
B X0Z€e KOTOpbIX avarHocrmpyetca geneumst 9g33. OauH
pebeHok pa3BuBascs 0YeHb MEAJIEHHO [0 roAa, 0AHaKo
€ro pasBUTME HEOXMAAHHO YCKOPWIOCh NOC/E NPOoBeAeHUs!
usnueckoi Tepanun. TSHKECTb 3aZIEPXKKU B pPa3BUTUK
BapbupyeTcsl. Tak, y oAHOro pebeHka MOXET BbiTh
He3HauuTenbHasi 3aepXkka B pas3BuTUK, @ Apyroi B 5 neT
MOJXET HAaX0AUTbCS Ha YPOBHE pa3BUTUS 4-6-MeCsSYHOrOo
MnageHua.
B HEKOTOPLIX CNyYasix Ha pas3BUTUE AETEN NOBAMSIIA
anvnencusi. OauH pebeHok pa3ByBascs HOpMasbHO, NMoKa B
2 rofia y Hero He nosiBUiach anunencus. Y apyroro pebeHka nporpecc cran 6onee
YCTOMYMBbIM MOC/E TOr0, KaK Cyl0porv MpekpaTuimuck. MNpu aToM oT ceMeii-uneHoB Unigue
HEe NMOCTynano COObLLEHMI O perpecce pa3BuTHsi, BbI3BaHHOM Cy[OPOXHbLIM CMHAPOMOM.
“B roa oHa MOr/ia CuaeTh, HO Cama He Caanniach, He MepeBopaynBanach M He nosisana, em
BCeraa Hy>xHa 6bina nomollb. OHa He niakana 1 He cMesniach, @ TONIbKO CMOTpena NpsiMo,
Kak 6yATO CKBO3b YesioBeka. Mbl MpOXoAvv hU3MHECKYHO TEPANuio, YYnin ee
CaMOCTOSATENbHO NEPEBOPAYMBATLCS, U YXKe CNYCTS Hefeno 3aMeETUIN OLLY TUMBbIN
nporpecc. OHa cTana coBceM Apyrum pebeHkoM. Havyana cMoTpeTb Ha ftoael, CMesSTbCsl 1
MnaKaTb, CIOBHO MPOCHYNack OT Fy6oKoro cHa.”
[JeTu c peneuveit 9q No3aHO yyaTcsl AepxaTh rofloBy M cuaeTb. Bocemb aeten Hayunnuch
cvupeTb 6e3 Moanep KKy B Bo3pacTe OT 7 MecsiueB Ao 3 net. B uenom, camocTosTensHo
CaauTbCs AeTU 06bIYHO HAaYMHAKOT rOPa3ao Nno3aHee, HeKOTopble He 06radaloT TakuMm
HaBbIKOM U B 3 roja. [suratesbHble dyHKLUM TakXKe pas3BMBaOTCS MO3AHO, MHOTAA C
O4eHb 60/1bLIMM oro34aHneM. Kaxabi pebeHoK pa3ByBaETCS UHAMBUAYaNbHO, HanpuMep,
HEKOTOPbIE AETM CHaYyana y4aTcsl NepeBopaYnBaThCs, U TOMBKO MOTOM Non3tv. OavH
pebeHoK Hayuuncs Non3Tv B ro4, X0AUTb B MOJITOPA rofa v npbiraTe Ha ABYX HOrax B 4
roga. MNpu aToM gpyras fgeBouka B 8 IET MOKa He MOXET CTOSTb 6e3 MNOAAEPIXKKM Un
non3tTu. [letn, ymeroLime XoanTb, UCMbITbIBAKOT TPYAHOCTU C COXpaHeHneM banaHca,
KOOpAVHaLMEN U MOTOPHBLIM NaHUPOBaHWEM. HEKOTOPbIM HEO6X0AUMbI OMOPbI ANS HOT,
TpeHaXxepbl Ans X0Ab6bl U XOAYHKU.
““OHa MOXET yaepXu1BaTh CBOVi BEC 1 CTOSITb Ha NPOTSHKEHUN HECKOSbKMX MUHYT, IEPKach
3a YTO-HUOYAb M COTHYB MpaByto Hory. OHa NbUT NiaBaTb M YMEET AOJTO 3aAepXXUBaTh
AblXaHve. EN HpaBWUTCS HbIPSTb C MACKOW U pasrisabiBaTe YTO-TO MO4 BOAOW. Ecnuv et
MOMOYb, OHA MOXET MOJIHOCTbIO MOFPY3UTLCS MOA BOAY, AOJF0-A0SITO TaM paccMaTpuBaTh
YTO-TO, BbIHbIPHYTb, YTOObI BAOXHYTb HEMHOFO BO3AyXa, ¥ CHOBA OMYCTUTLCS MOA BOAY.
OHa MOXeT AenaTtb TaK [0 Tex Mop, Noka Mbl He 0OCTaHOBWM ee. EVi HpaBuTcst 6aTTepdnsai,
OHa OY€Hb IHEPTUYHO M/1ABAET B 3TOM cTune. CMOKOMHOE MiaBaHue Ha NMoBEPXHOCTU
BOZbl C/IMLLIKOM CKYYHO A5 Hee. Elle oHa NobuT KaTaTbCs Ha TPEXKONECHOM Benocuneae.
MHorga oHa He xo4eT fAepaTbCsl 3a pyJib, @ MHOrAA MOBOPAYMBAET €ro B Ty CTOPOHY, B
KOTOpYIo xoueT noexatb!” — 8 net
MOHMXEHHBIN UK CMeLIaHHbIN (MOHVDKEHHBIA W MOBbILLEHHBIA) MbILLEYHbBIA TOHYC — OAHa
U3 MPUYMH 33EPXKKM MOTOPHOFO pasBuTus. O MOHWKEHHOM WM CMELLAHHOM

e

TOHYCE Yy CBOMX AETeN COOBLMIO LEeCTb cemeil. Kak mpaBurio, ¢ BO3pacToM, a
TaKXXe MpU IEYEHNM 1 BbINOSHEHUM 3aPSAKM MbILIEYHbIA TOHYC NPUXOAUT B
HOPMY, OAHAKO OH MOJET TaK M OCTaTbCs HUZKMM.
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YMCTBEHHOE pa3BuTue
Y MHOIuX geTel HabnogaeTcs UHTeNNeKTyaslbHasi HeJOCTaTOYHOCTb. TakXKe MOXeT
6bITb HapyLLEHO peYeBOe M S3bIKOBOE pa3BuTME. HeKoTopble AETU HE MOTYT
pasroBapvBaTb, HO 0bwaloTcs ApyruMum cnocobamu. Y 28-neTHero My>4mHbl C
WHTENNEKTYasNIbHOW HeA0CTAaTOUYHOCTLIO M 33[1EP>KKOIN PEYEBOTO U A3bIKOBOMO Pa3BUTHS
yposeHb IQ pasHsnca 75 (Park 1991).
Y HEKOTOPOTO YnCia NiloAeN C MasnieHbkol aeneumel 9q33 Habnogasncs HopMasibHbIN
YPOBEHb MHTENNeKTyanbHoro passutus (van Silfhout 2009; Harrison 2013; Jiang 2014;
Serati 2015). Y oAHOM XeHLWMWHbI C Aeneumei Habnoaanacb He3HauuTeNbHas
WHTeNNeKTyanbHas HeJoCTaTOYHOCTb M crlabopasBuTtbie peyveBble U S3bIKOBble
CMOCOBHOCTU. Y ee LEeCTUNETHEN AoYepw Bbifin BbISIBNIEHBI 3aAEPXXKU B PA3BUTUM U
anunencus (Ehret 2015).
“To ypoBHIO pa3BUTKA OHa HanoMMHaeT cemuneTHero peberka. OHa ABaKAbl
npoxoauna nporpamMy Majllen rpynnbl B Caavke U Tenepb OHa He OTCTaeT oT
«0CTanbHbIx».” — 8 neT
Bce aetw u3 rpynnbl Unigue VCMbITbIBAOT TPYAHOCTY € 06yyeHneM, KoTopble
BapbMUPYIOTCS OT HE3HAYUTESNbHBIX A0 SPKO Bblp@XXEHHbIX. 3aep>KKa peYeBoro passuTtus
(CM. HWKe) 3aTPYAHSIET OLIEHKY YMCTBEHHBIX CMOCOBHOCTEN. TakXe Ha 06y4YaeMoCTy
JETEN CKa3bIBAETCS HM3Kasi KOHLEHTPALMs BHUMaHUs. TPyAHOCTY B MOBeAEHUM (CM. CTp.
12-13) MOryT 0CnoXHuTb 06y4deHre B LWKoe. HekoTopble AETU XOAAT B 06blYHbIE
LLKOJbl, HEKOTOpble — B CNeuuanu3npoBaHHble. Manbunky, KOTOPOMY MOYTU YeTbIpe
roga, Hy>XHO HeMHOro 60/blle BpEMEHN Ha YCBOEHWE HOBOIO MaTtepuasa. [leBoyka B
Bo3pacTe 5,5 neT 3HaeT Ase TpeTu andasuTa, Toraa Kak AeBoyka B Bo3pacrte 8 ner
3HaeT andaBuT Ha YPOBHE AETCKOro caja. B 9 neT ogHa AeBOYKa HauvMHaeT
pacno3HaBaTb 6ykBbl 1 cnoBa. Manbumk B Bo3pacTte 12 net ¢ IQ 65 «0oueHb XOpoLLo
pa3bupaeTcsa B KOMMbIOTEPAX M MAaTEMATMKE», HO 06/1adaeT MIOXoM NamMaTbio. B 16 net
[EBOYKa YMTAET KHUTM ANs AeTeN 7-8 NIET U MOXKET HamncaTb
KOpPOTKOE Co0obLleHne uin cBoe ums bykBaMu pasHoro
pa3mepa.
“Y Hee npekpacHas 3puTenbHas NaMsTb, OHa MOXET B
MeNbYalLMX NoAPOBHOCTSIX 3aNOMHUTb CNOXKHBIA MapLLPYT,
no KOTOPOMY XoAuna BCero pas rog Hasaa. OHa ymeet
XOPOLO KaTaTbCs Ha Befocuneae v Bblyunna AOpory Ao
paboTbl C NepBOro unn BTOPoro pasa. OHa BHMMATENbLHO
CNeauT 3a TPaHCMOPTOM Ha AOPOre, MO3TOMY Mbl,
BO3MO)XXHO, CMOXEM pa3peLuunTb el e3auTb oaHoi.” uu)
e

“Halu cbiH ynbibaeTca Kaxaomy
Bcerga pag o6bHaTb. OH Hayuun Hac
6bITb Tepre-MBbLIMUA 1 He
cpaBaTtbes.” — noutn 4 roga

“Ona vacTo cmeeTcs, Korga AepraeT
nany 3a 6opoay 1 TaHUyeT, uin
Korza ee LWeKouyT umm
noabpacbiBatoT BBepx. Eii HpaBuUTCS
KauaTbCs Ha Kayensix, 3T0 OYeHb
NpocToli crnocob ee passBecenuTb.

OHa ntobuT 06HMMaTbLCA. OHa OYeHb “EMy 04eHb HpaBMTCSA MOKAa3blBaTh
XU3HepaJoCTHbIN pebeHok.” — 8 neT CBOIO Mt060Bb M 06HMMaTbCs” — 12
net
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Peub

“Y Haweit nouepu HeT npobnem c obiieHreM. OHa roBOPUT KPaCMBbIMU NPELIOKEHNSMH
N MOXET BHSITHO paccka3aTb O CBOWX YyBCTBaX, MbICNSX M B3rnsiaax. PaHblie oHa
paboTana C SOronefoM Haj NPOM3HOLLEHNEM, HO ceifyac C HUM Bce B nopsake.”

Y peten u3 rpynnbl Unigue BeNCTBUTENbHO MOXHO 3aMETUTb 3aJEPXKKY PEYEBOTO
pasBUTUS, OHAKO CTEMEHb €€ BbIPAaXXEHHOCTM BbIBAET pasHOM, U AETU C HapYyLUEHWUSIMM
peun Bce paBHO 061afaroT AOCTATOYHBIMU HaBblkaMu 06wWweHnns. [iBe ceMby Co0bLatoT,
YTO MX AETM Hayanm roBoputb B 18 MecsueB. OanH TpexeTHU pebeHok obLuaeTcs
)KEeCTaMu M 3HaeT OKOJIO AecsiTKa C/IoB. B Agpyrom criyyae nouytv YeTbipexIeTHAN
Maslb4yMK XOPOLIO BOCMPMHUMAET peYb Ha C/lyX, OAHAaKO OTCTaeT B pe4eBOM pa3BUTUM:
OH COCTaBSET NPeIOXKEHNS U3 YeTbIPEX CI0B, HO Bnarogapsa noroneay AenaeT ycrnexu.
OpHa feBoyka B BO3pacTe 4-5 neT o4yeHb yCTaeT Nnocse 3aHsATuiA ¢ noroneaoM. Poautenm
CYMTAIOT, YTO PA3roBOPbI yTOMIAOT ee. KpoMe TOro, y Hee KOPOTKUM A3bIK, U el TPYAHO
MpaBwWIbHO €ro pacnosiarath. B MsATb C MOMIOBUHOM NET OAHA AEBOYKa ELLE He BrlajeeT
6ernoi peybto 1 TOJIbKO HauYMHaET feneTaTb. HefaBHO OHa Hay4Wiacb COCTaBsTh
NPenIoXeHus n3 2-3 0B, NPy 3TOM OHa MOHMMAET NpakTU4eckn Bce. B 12 net oavH
MasibuMK MCMbITBIBAET TPYAHOCTM C A3bIKOM, O6LIEHMEM, PEYbIO U apTUKyasuuei. B
APYroMm cryyae AeBylwKe B 16 neT Henerko Aaetcs akTuBHas pedb. Ee 6nmskne
MOHMMALOT, O YeM OHa FOBOPWT, HO €M MPUXOAWUTCS Mpunaratb 60/bLIME YCUAKS.
«KaxxeTcs, byaTo Kaxgoe ee ClI0BO UCXOAUT M3 FTy6UHbI CO3HAHMS».

“K 18 MecsLaM OHa C rykaHbeM 1 BU3roM BbiroBapuBana «6aba» u «MMMM». Yepes
LUECTb JIET OHa HayuMnacb KayaTb rOfI0OBOM, UTOObI CKa3aTbh «HET», U NEPUOANYECKM
KMBaTb, YTOBbI CKa3aTb «a». OHAa MPOMKO KPUUWT, EC/IN el BECENO, IENeYET U rOBOPUT
«MaMa», «namna» 1 uHorga «6aba». OHa n3gaeTt 0CO6EHHbIE, HU Ha YTO He

MOXOJKMe 3BYKW M MHOTAA MIOBUT «pacckasaTb HaM KaKyto-Hubyab nctopuio».” ‘?
— 8 net Unie
NMoBepeHue

[lBoe feTeit onucaHbl B MEAULMHCKON NUTepaType Kak Becesble, SHEPrMyHbIE U
nocnywHble (Ehret 2015). OgHako B psae cny4daeB coobuanocb M 0 AeTax C
noeegeH4yeckumm npobnemamm (Park 1991; Campbell 2012; Brandt 2013; Harrison 2013;
Ehret 2015; Nambot 2015).

Y wecTtepsbix 6bM BbISIBNEHbI @y TUCTUYECKME YepTbl U CTEpEOTUNHOE NoBeaeHne
(Hanpumep, B3Maxu pykamm). Takxxke oTMeyanoch, Yto 18-neTHss gesywka 6epet B poT
npeameTbl U AEMOHCTPUPYET TUNWYHOE Anis ayTu3Ma nosedeHue. OgHa aeBouka
CTpajana OT TPEBOXHOCTU. Y ABOMX AETEW UMENUCb NPo6aeMbl CO CHOM. Y ABYX ApYruX
Habnoganocb rmnepakTMBHoe noseaeHve w/vwnmn CABI (cuHagpom gedumunTa BHUMaHWS U
rUNepaKkTUBHOCTK). Y ABOUX ObINO BbISBJIEHO BUMONSIPHOE PaCcCTPOCTBO. Y oaHOM
YKEHLLMHBI MOC/E POXAEHMS CbiHA Pa3BUIOCh 06CECCMBHO -KOMMYIbCMBHOE PAaCCTPOMCTBO
(Serati 2015). 28-neTHeMy My>4mHe 6blN1 NOCTAB/EH AMArHO3 NapaHomaabHOM
wmusodpeHun (Park 1991).

““Halua goub — NackoBbI pebeHoK, YyTKUi K okpyxatowmM.” — 8 net

Poautenn peten AOLWKOMBLHOMO BO3pacTa M3 rpynnbl Unique OLEHMBAIOT MX NMOBEAEHUE
MO3WUTMBHO, @ CaMMUX AETEN OMUCHIBAIOT KaK CYACT/IMBLIX, AOOPbLIX, XKU3HEPAAOCTHbIX,
[OBOJIbHBIX, NHOBSLLMX, NACKOBBIX M CMOKOMHbIX. K LWKObHOMY BO3PacTy y HEKOTOPbIX AETEN
BO3HMKAIOT NPO6MEMbI C KOHLEHTPaLMEN BHUMaHKS, a Y 4 u3 12 peteld u3 rpynnbl Unique
NpeanoNoXuin UM ANAarHOCTMPOBaIM CUHAPOM AeduumnTa BHAMAaHUA U MMNepakTUBHOCTM
(CABI).

B oaHOM criyyae cocTosiHve pebeHka yayylnnochb nocne nedYeHns MetTundeHmagaTom
(putanuHom). Apyrve npobnembl HA6MIOAAIOTCS TOILKO B €AUHWUYHBIX Cryyasx. K Hium
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OTHOCSTCS: M/I0XO€ HAaCTPOEHWE, HE3PENOCTb, BCMbILLKM MHEBA, TPEBOXHOCTb, @ Y OTLA U
CblHA C OZHOW W TOW Xe Aenelment 06HapyXunm 06ceCcCMBHO-KOMMYIbCUBHOE
paccTpoicTBo. OanH pebeHoK Bbin TPYDKABI FOCIUTANM3NPOBaH M3-3a TSHKESbIX
noBeAeH4Yecknx Npo6seM u arpeccum.

“9 6bl HM Ha YTO ero He NpoMeHsna.” — 7 net

Y nsiTM AeTen, YeTBepo U3 KOTOPLIX UMEIOT Aeneumtio 933, AnarHOCTUPOBaH ayTu3M Unn
UMEIOTCS ayTUCTUYECKME YepThl. K MpuMepy, AeTW MOryT u3faBaTb CTPaHHbIE 3BYKMW UK
xfionaTb pykamu. [IByM AeTsM auarHo3 bbin NoCTaBneH B Bo3pacrte 2,5 feT.

Y [BYX AeTeN eCTb CEHCOPHbIE PACCTPOWCTBA TOM UM MHOM CTEMEHW.

“OHa 060>aeT MOTaTb FOIOBOW M3 CTOPOHbI B CTOPOHY, KOTFAQ JIEXWUT WA CUAWT, TakK,
YTO CTUPAIOTCS BOMOCHl. OHa LilapanaeT BCe, YTO MPUTArMBaeT ee CBOUM 3BYKOM

WM NpUSITHO Ha oLlynb. HanpuMmep, pe3nHOBbIE UrPYLLKK, KOBEP WM MOAHOC m)
Ha CTy/buMKe Ana KopmaeHus.” — 8 net Unid ¢

Mpo6nembl cO 3q0poBbEM

Pa3mep ronosbl, MO3r 1 cyaoporu
B psige cnyyaeB y AeTei C MHTEPCTMLMANbHOM Aeneumeit 9q, BKOYatoLWen y4acTok
9g33, anarHocTmMpoBaHa anunencust. U3 15 geteit y 60MbLUMHCTBA AeNeuns OXBaTbiBaeT
He TOJIbKO Y4acTOK XpoMocoMbl 9933, HO 1 yyacTok 34.11 (Serati 2005; Saitsu 2008;
Tohyama 2008; Saitsu 2010; Mignot 2011; Campbell 2012; Saitsu 2012; Barcia 2014;
Matsumoto 2014; Ehret 2015; Nambot 2015; Nicita 2015). B yyacTtok q34.11 BxoauT reH
STXBP1. Mo MHeHUIO BpayeK, anunencus y 3Tux JeTel CBsizaHa C Aeneumneil 4aHHOTOo
reHa. OTaenbHas 6powtopa o reHe STXBPI npeacTaBneHa Ha caiite Unigue.
TeM He MeHee, eCTb AETH, Y KOTOPbIX Aeneuus reHa STXBPI He NpuBOAUT K Pa3BUTUIO
snunencun (Campbell 2012; Ehret 2015). bonee Toro, y oaHoro pebeHka c
JAMArHOCTMPOBAHHOM 3nunencrei He 6bino aeneuun reHa S7TXBPI (Ehret 2015). MoaTomy
BrMOJIHE BEPOATHO, YTO Ha pa3BUTME SMNWIENCUM BUSIOT Apyrve (akTopbl.
B MeaMLMHCKOM NnTepaType OMNMcaHo YeTbipe Cilyyast aTakCun y AeTei. ATakcusi MOXKET
BbI3blBaTb TPYAHOCTM C NOAAEPKAHNEM PaBHOBECUS U KOOpPAMHALMEN ABUKEHUN
(Campbell 2012; Ehret 2015). B ogHoM 13 cnyyaeB y pebeHka Takxke Habnogancs Tpemop
(Campbell 2012). B apyrom, y aeBouku o6Hapy>xxunum cnactuky Hor (Mignot 2011).
[Bapuatun geTam genany CHUMKM MO3ra, B OCHOBHOM € nomolbto MPT (Sellitto 2008;
Kulharya 2008; Saitsu 2008; Tohyama 2008; Saitsu 2010; Marini 2010; Mignot 2011;
Campbell 2012; Saitsu 2012; Barcia 2014; Matsumoto 2014; Ehret 2015; Nambot 2015;
Nicita 2015). Y yeTBepbIX pe3yNbTaThl HE NMOKa3asiM HUKaKUX HApYLUEHWIN, OIHAKO Y
OCTanbHbIX 6bi1 BhISIBNEH Psif OTKIOHEHMIA. Cpean HUX: HEAOPA3BUTHE MO30JIUCTOMO
Tena (CnneTeHVst HepBHbIX BOJIOKOH, COeAMHSIIOLLEro fieBoe 1 NMpaBoe MosyLiapus
MO3ra), HE3pEeoCTb KOPbl MOJIOBHOMO MO3ra (BHELUHEro C/I0Si HEPBHOW TKaHu),
HeaopasBUTME MO3XeUKa (YacTu MO3ra, y4acTBYIOLWEN B perynsummM paBHOBeCKs),
3aZiepXKa CPOKOB MMUennHm3auum (NpoLecc M30N5SUMM HEPBHBIX BOJIOKOH) M
mManbdopmauus Kuapu I Tuna (4actmuHoe onyLleHre Mo3eyka B OCHOBaHWe Yepena).
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Cpeav y4acTHVUKOB Unigue cy[opOdXHbIA CMHAPOM 6bin noATBepXaeH y 1 u3 12 geteli ¢
Jeneumnei, 3aTparvBatoLlen Tosbko ydactok 9g33. lNpu aToM y geTten ¢ aeneumeit 9q34
anunencusi bbla AMarHocTUpoBaHa B 5 13 8 cnyyaes. CyIOpOXKHbIV CUHAPOM Pa3BWIICS
y IEBOYKM C aeneLmen 9933 nocne abcaHcoB B Bo3pacTe 11 net. CyToYHbIA MOHUTOPUHE
33 He BbIsIBU CYLLECTBEHHbIX OTKIOHEHMIA. [OCNe MeANKAMEHTO3HOIO JIEYEHNS B
TeyeHue 2,5 neT oHa yxe 3 roaa He UCMbITHIBAET CYA0POXKHbIX MPUNAAKOB. Y AeTei ¢
neneumeit 9q34.1 yactoTa CyAOPOXKHbIX NPUMAAKOB CUIbHO BapbupyeTcs. B oaHoM
cnyyae y pebeHka 6blin exxeHEBHbIE 3M304bl TPYAHOKYMMPYEMbIX CYAOPOr, Y APYroro
pebeHka cyaoporu cnyyanucb exxeHeaenbHO Ha NPOTSXKEHWUU ABYX NET C MOCNeayowmnMm
TpeMmsi rogamu 6e3 cyaopor. Y oaHol AEBOYKM CYA0POrv HauanMcb NpUMEpHoO B 3
Mecsla — ee KOHEYHOCTU pe3ko Aepranunck, Kak npu ucnyre. K Tpem rogam y Hee
pa3Bunca cuHapoM JleHHokca-lacTo. HecMOTps Ha MeANKaMeHTO3HOE fieveHue,
NpUMEHEHNe ropMoHanbHOM Tepanun AKTT -CMHAPOMa, SKCTPAKTOB KOHOMIN U
cobnioaeHne KETOrEHHOM ANEThI, €6 CYyA0POXKHbIE MPUMAAKN TSHKENO KOHTPOMPOBAaTh.
Tonbko y oaHoOro pebeHka ¢ Aeneumein 933 ckaHMpOBaHME MO3ra BbISBUIO OTKIOHEHUS
OT HOpMbI. B 1x uncne — HenpaBubHOE PACMONOXEHWE KPOBEHOCHbBIX COCYAO0B, a TakxXe
NpU3HaKK, YKasblBaloWwye Ha BO3MOXHbIE HEBPOJIOrMYECKME U3MEHEHMS . DInnencus y
JlaHHoro pebeHka He HabnogaeTcs. Y 4 u3 8 aetelt ¢ aeneuven 9q34.1 HeO6bIYHbIN
pa3mep ronoBbl. Cpeay HUX y ABOUX AETei pa3Mep rosioBbl 60/blle HOPMbI, Y OAHOMO
pebeHka 06Hapy>xeHa ruapouedanvs (KMAKOCTb B MO3re). Y ABOMX APYrvX AETEeN rosioBa
MeHbLUEe HOpMbl, OAHAKO ee pa3mep 6osblie, YeM npy Mukpouedanun. U3 H1ux y ogHoro
pebeHka 6e3 anunencum HabnaaNCs NO3AHWUI NPOLLECC M30NSLMM HEPBHBLIX BOSIOKOH
(MvenuHmzaums). Y apyroro pebeHka c Tsxenon hopMoi snuaencum Mo3r
pa3BMBaAETCA HOPMasibHO, OAHAKO MO30JIMCTOe Teno (CrneTeHne HEPBHbIX Uni} A
BOJIOKOH, COEAMHSIIOWMM IEBOE M NpaBoe MoJlyLwapus Mo3ra) UCTOHYEHO.
Cepaue
Kak npaBwno, y AeTel C UHTEPCTULMANBHON AeneLmneit XpoMocoMbl 9q, BKIOYAOLLEN YUACTOK
9g33, 3aboneBaHus cepaua He BCTpeyatoTcs. B MeanUMHCKON nutepaType onMcaHo BCEro
BOCEMb Takux cny4vaeB. Cpean HUX y ABYX AeTel 6bin BbISIBIEH OTKPbITbI apTepuasibHbIN
npoTok (OAI), noTpeboBaBLMA AanbHEMLIErO XMPYpPruyeckoro BMewatensctaea (van Silfhout
2009, Ehret 2015). ApTepuanbHbiii IPOTOK — 3TO NPOTOK MEeXAy JIErOYHOM apTepuen u
A0PTOM, KOTOPbIM 0BLIMHO 3aKPbLIBAETCS NOC/E POXAEHMS. B ABYX Apyrux cinydasx 6bi1o
06HapyXeHO 0TBEPCTME MEXAY HWKHUMMU KamMepamu cepaua (aedekT MexokenyAo4KoBoM
neperopoaku nnmn AMXI) (Saitsu 2012; Sellitto 2013). Y oaHoro pebeHka 6bir10
AMArHOCTMPOBaHO OTKPbITOE 0BaslbHOE OKHO. OBaslbHOE OKHO — 3TO OTBEPCTUE MEXAY ABYMS
BEPXHMMM KamepaMu cepaua, KoTopoe 06bl4HO 3akpbiBaeTcsa nocne poxaeHus (Nicita 2015).
Takxke onvcaH cyyalt MHOXECTBEHHbIX CEPAEYHbIX aHOManui y niojAa, 06HapyKeHHbIX Ha
Y3W Bo BpeMsi 6epeMeHHOCTU. Cpean HUX — AedekT MeXOKeNyoUYKOBOM NeEPEropoaKku 1
aHOMaJsIbHOE pacrosioXXeHMe KPYMHbIX KpOBEHOCHbIX COCYZ0B, BEAyLMX K cepauy U OT Hero
(Alfonsi 2013). Y manbunka 66110 HapyLleHe NpoBOAMMOCTY cepaua u HebonbLoe
YTOJILLEHNE CTEHKM NPaBOM HidkHEN kamepsbl cepaua (Marini 2013). U HakoHeL, y oaHoM
[EeBOYKM 6bIN AMArHOCTMPOBaH Npoanc MUTPasbHOIO KianaHa, Nnpyu KOTOPOM YacTb KPOBU U3
NeBOro enyaoyka 3abpaceiBaeTcs Ha3ag B nesoe npeacepave (Chien 2010).

Matepo w3 20 peTeit rpynnbl Unigue poaunuck € mpobnemMamu C cepaueM. Tpoe AeTel poawnuch C
HeBOMbLWMM OTBEPCTUEM B MEPEropoAKe. Y ABOMX AETeil ObiNO BbISBAEHO YacTOE COCTOSHME -
OTKPbITbIN apTepuanbHblii NpoTok (OAM), cBS3bIBalOWMIA AOPTY C JIEFOYHOWN apTEPUEN, KOTOPbIN
B HOpMe [0/DKEH 3apacTaTb Cpasy Nnocse poxaeHus pebeHka. Y ogHoro pebeHka B
Bo3pacTe 3,5 roaa 6biIM 06HapY>KEHbI WYMbl B CEPALIE, CUMA KOTOPbIX 3aBUCUT OT ¢ha3 ’?
QbIXaHuisi. Unid-e
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3peHune
Y HekoTOpbIX AeTel HabnogaeTcs kocornasue (CTpabusm). Y 28-neTHero My»4mHbl 6bI10
BbISIBIEHO OnyLleHue BepxHero Beka (nTo3) (Park 1991). Y ogHoro manbuuka 6bina
0B6Hapy>xeHa HecTaHaapTHas hopMa pagy>Hoi obonouku (Marini 2013). Y aBoux aeten
6blT aCTUrMaTW3M, XapaKTeEPU3YHOLMICS HENMpaBWIbHOM (OPMOI NepeaHelt YacTu rasa
(Nambot 2015). Y ogHoro us 3tux geTel Habnoaanock Ype3MepHoe 3anajeHve rnas B
nonocTb opbuT (3HOPTanbM). OgHOMY 5-neTHeMy MasnbuuKy AMarHOCTMPOBaM HUCTarM —
HEKOHTPOJIMpYEMble ABWKEHMS rna3Hbix 1610k (Matsumoto 2014). Y geBouku 5,5 net
6binIn ManeHbKUe rnasa, v Takxe B pesy/bTaTe NpexaeBpeMeHHbIX POJOB Y Hee 6bina
noepexaeHa cetyaTka rnas (Ehret 2015).
Y 60MbLUMHCTBA AeTel rpynnbl Unique xopollee 3peHre, 0COBeHHO Yy AeTel ¢ aeneuveit
TOJIbKO Ha y4acTke 9g33. Y oaHOW AEBOYKM MPUCYTCTBYET aCTUrMATU3M - YacToe
WCKPUBAEHWE FMa3Horo s6oka, KoTopoe BanseT Ha POoKyC; Apyrasi HOCUT OYKM Ans
YTeHus. Y YeTblpex U3 BoCbMM feTel ¢ aeneuvein 9q34.1 HabntogaroTcsl npobnembl co
3peHueM. Y ogHoro pebeHka BpOXKAeHHble KaTapaKTbl; Y APYroro nporpeccupyet
acTMrMaTuaM; eLle y OHOM AEBOYKMN KOPKOBOE WM KOPTUKAbHOE HapyLUEHVE 3peHus,
npy KOTOPOM ee MO3r He 0bpabaTbiBaeT 3puTenbHY0 MHDOPMAaLIMIO AO/HKHBIM 06pa3oM.
B cBou 5 neT oHa XopoLo pearvpyeT Ha ABWKEHWS, HO BUAMT TOJNIbKO 60nbluve
pa3HoUBETHbIE MATHA. Y yeTBepToro pebeHka M3 BOCbMU AMArHOCTMPOBaHbI
kocornasue (ctpabusm), 611M30pyKOCTb, aCTUrMaTU3M U HEKOHTPOMPYEMbIE )
ABWKeHus rna3 (HuctarMm). OHa MOCTOSIHHO HOCUT OYKM. o

Cnyx

HapyuieHnus cnyxa y Aetel ¢ MHTepCcTUUManbHOM aeneuuelt 9q, BKIOYAIOWEN yyacTok
9033, He pacnpocCTpaHeHbl. B MeanUMHCKOM nuTepaType YNOMUHAIOTCS ABa Clydas
noTepw cNyxa y AeTel ¢ aaHHbIM Tunom aeneuun (Chien 2010; Nicita 2015). Ewe y
[BOMX AeTell Habnoganucb peunansupyiolme UHdeKLMM yxa, UM noTpeboBanach
XUpypruyeckas onepauus no ycTaHoBKe Tpy6ku fnst BeHTunsiumm cpeaHero yxa (Ehret
2015).
Lllectb 13 20 cemeri rpynnbl Unique coobLiany o noTepe ciyxa, B OCHOBHOM BbI3BaHHOM
T.H. «KNEVKUM YXOM>, HEMOCTOSIHHOM FlyXOTOW, OYEHb YacTOM y ManeHbKux aeTen. Y
oaHoro 12-netHero pebeHka Habntoganoch noBpexzaeHne 6apabaHHO NEPENOHKY C
€XeAHEBHbIM KPOBOTEYEHMEM U3 yXa. bonee YacTo HapylueHus cyxa BCTpeYatoTcs y
netel ¢ geneumeri 9q34.1 (3/8); y ABOUX AeTel aHOMAsIbHO Y3KUE YLUHbIE
KaHanbl. 2
(13 ~ LL Un e

Y Moero pebeHka OT/MYHbIN CIyX U Nl060Bb K My3bike.” — 5 neT

MonoBble OpraHbl 1 NMOJIOBOE CO3peEBAHUNE
B MeavLMHCKOW nuTepaType eCTb YNOMUHaHKS O Cydasix aHOMarnuid MosI0BbIX OPraHoOB Y
AeTeil. Y nsaTu aeTelt 6binK BbISIBNIEHB! HAPYKHbIE MOJIOBbLIE OpraHbl MPOMEXYTOYHOIo
TVNa. Y 3Tux AeTel 6bin XxapaKTepHbIiA AN MY)XCKOro OpraHM3Ma Habop XpOMOCOM, HO
nmbo MX Hapy>KHble MOJI0BblE OpraHbl 6biin XeHckuMK, Nbo HabmoaaNNCL aHoManum
reHvTanuii (Hanpumep, runepTpodus knutopa) (Schlaubitz 2007; van Silfhout 2009;
Alfonsi 2013; Brandt 2013; Harrison 2013). Y ABOWX AeTei LUMPOKO paccTaB/EHHbIE U
HEAOCTAaTOYHO pa3BUTble COCKU. Y ABOMX AeTel cocku oTcyTcTBOBanm (Schlaubitz 2007;
Alfonsi 2013). /ccnepoBaHWs NMokasanu, YTo 3T aHOManuM 06yCroBNEHbI AeNeLnen
reHa NVR5AI1 Ha yyactke 9q33.3. 'eH NVR5A1 oTBevaeT 3a HOPMUPOBAHME MYXCKMX
MOMOBbLIX OPraHOB Y MYXUMH. Y XXEHLUMH 3TOT reH oTBeYaeT 3a opMUpoBaHme
SIMYHWMKOB M MaTOYHbIX TPY6. Y 0AHOrO M3 YroOMSIHYThIX Bbilie AeTen reH NVR5AL1
OTCYyTCTBOBa/. DTOT MaslbuMK yHacneaoBasn Aeseuuio 0T CBOEN MaTepu, Y KOTOpPOM
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NMpOoU30LL/Ia PaHHAS MeHomMay3a. Bo3aMoXHO, 3To 6bl110 CBA3AHO C Aeneumeit reHa NR5AL
Y yeTblpex Manb4nKoB 6bin AVAarHOCTUPOBAHbI HUXe nepeyncreHHble aHomanum (Park
1991; Marini 2010; Saitsu 2012; Nambot 2015). Y 11-neTHero Manb4mka 6binm
BbISIB/IEHbI MUKPOMEHWC, MUMOMSIa3nst MOLIOHKMW U PACMNOJIOXKEHNE ANYEK BHE MOLLOHKW. Y
pebeHka B Bo3pacTe 1 roa 7 mecsueB bbin ManeHbkui pasmep nenuca. Eule y ogHoro
Masibunka 66110 06Hapy>XeHO UCKPUMBIIEHNE MOMOBOMO YiieHa U KPUMTOPXU3M
(HeonyLleHWe siMdeK B MOLLOHKY). HakoHel, y 28-neTHero My>uuHbl 6bln ManeHbKuii
pasmep NoJioBbIX OPraHoB. B Tpex onucaHHbIX Bobilwe cryyasx reH NR5A1 oTcyTcTBOBas.
B yeTBEpTOM Cnyyae OTCyTCTBYET MHGOPMALMS O reHe.
M3 noponeyHbix rpynnbl Unigue ToNbKO Y OAHOTO Masbyvka 6bi10 BbISBIEHO
HeoMyLLeHVEe SMYeK B MOLLIOHKY; elle Y 0AHOMO Masibyvka 6bln ManeHbkui pasmep
MeHuca: Npy 3TOM HU y OAHOrO M3 HKX He 6bino aeneuunn 9q33.3. U3BecTHO,
YTO Yy AEBOYEK He HabNAaN0Ch aHOMaui MOJIOBLIX O praHoB MM Npobnem B Uni} i
nepvoz MoJsIoBOro CO3peBaHus.

Ckenet
MOMMMO YNOMSIHYTBIX HA CTPaHMLEe 8 aHOManui pyK v HOT, Y HEKOTOPbIX AETel
HabntoaalTCs U Apyrue HapyLlleHns cKeneTa.
Y nsTepbix AeTen 6610 AMarHoCTUPOBaHO B6OKOBOE UCKPYMBIIEHWE NO3BOHOYHMKA MK
ckonmo3 (Schlaubitz 2007; Kulharya 2008; Marini 2010; Nambot 2015). Y Tpoux aetei
6b11 06HapYXeHbl cakpasibHble SIMKW UM BOMOCSHBIE MSITHA HA HWDKHEHR YacTyh CMVHBI
(Kulharya 2008; Nambot 2015). Y neBou4ku B Bo3pacte 5,5 net Habnoganocb CHWKeHve
MUHEpasnbHOM MIOTHOCTU KOCTHOW TKaHW. Y ABYX Apyrux feTel bbiia AvarHoOCTMpOBaHa
naecdopMaums 6eapa, M3BECTHasl Kak AUCMIACTUYECKWIA KOKCApTPO3 WU coxa valga
(Nambot 2015). Ewe y ogHoro manbuunka HabnoaanmMcb CKeneTHble HapyLleHns,
KOTOPbIE NOTEHUMANBHO MOAXOAWN MOA OMNUCaHUE CMHAPOMA HOTTeW-HaAKOEHHVKA
(Nambot 2015). Y ogHol AeBOYKM Habntoganocb 0TCTaBaHWe KOCTHOMO BO3PacTa,
YKOpOUeHMe Manio6epLioBOii KOCTU (TOHKOM KOCTM FOSIEHM) U YMEHBLLEHME YNCTa pebep
(Schlaubitz 2007). ¥ 18-neTHelt aeByLwwKkK 6bina pasHas anvHa Hor (Nambot 2015). Ewe
Y OJHON EBOYKM HAbNOAAN0Ch BPOXAEHHOE CPaLUeHMe HECKOMbKUX KOCTEN FONeHU 1
cton (Tohyama 2008; Saitsu 2008, 2010).
MouTy BCe U3BECTHbIE Unigue aHoManun CTpoeHUst U yHKLWUIM ONOPHO-ABUraTeNIbHOW
CUCTEMBI LUMPOKO pacnpoCTpaHeHbl: BPOXAEHHas AMCNNasns Ta306eapeHHOro cycTaBa;
LOMOJHUTESbHbINA (LIECTOM) MOSICHAYHBIN MNO3BOHOK W BbIBOPOT HOM OT
KOMeHa BHM3. Y ogHOro pebeHka AMarHoCTMpoBaHO BPOXXAEHHOE OTCYTCTBUE )
AByx pebep, y Apyroro obHapy>XeH U3HOC MEXMO3BOHOYHbIX AUCKOB. °

KpoBeHoCHble cocyabl
OQHUM U3 FEHOB, OTCYTCTBYIOLLMX Y HEKOTOPbIX JIIOAEN C UHTEPCTULMANBHOW AeneLnen
9q ¢ yyacTkoM 9qg33, aBnseTtca reH ENVG. TOT reH HaxoauTcs Ha yyactke 9q34.11,
Mexay napamu ocHoBaHuii 130577291 n 130617035. Ero MyTauum MOryT CTaTb
npu4MHO pa3Butua 6onesHn Ocnepa-Bebepa-PaHao (POB). MpusHakaMu 601e3HM
MOTyT 6bITb paclmpeHre MenKkux KpOBEHOCHbIX COCYA0B (TeneaHrnskTasus) u Hocosoe
KpoBoTeyeHve. MiHoraa Bo3HMKaeT paclimpeHre 6onee KpynHbIX KpOBEHOCHBIX COCYA0B
(apTeproBeHO3Hble ManbpopMaummn). ECTb cepbe3Hble 0CHOBaHMS npeanonaratb, YTo
Jeneums reHa ENG, kKoTopasi MOXET BCTpeyaTbCs y NtofAen C MHTepCTULManbHOM
aeneumeit 9qc yyactkamm 9q33-9q34.11, Takxke MOXET CTaTb NpUUMHON pa3sutus POB.
Y OByX YenoBek C aeneuuert reHa £NG Habnoganvicb HocoBble kpoBoTedeHus (Nambot
2015). Y 04HOro 13 3TVX AETEN 6binn BbISIBNIEHBI OTKNIOHEHWS], CBA3aHHbIE C MPOLeCcCaMm
paclmMpeHnst N Cy>XeHUs KPOBEHOCHbIX COCYAOB. Y 11-neTHero Manbyuka Ha Lwekax
NOSIBUINCH TeNeaHrMaKTasmm (paclimpeHHble KPOBEHOCHBIE COCYbl, «Mayyby BEHbI»)
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(Nambot 2015). Y TpexneTHel AeBOYKM pacLUMPUIICS OAMH U3 KPOBEHOCHbLIX COCYZIOB B
nerkux (Campbell 2012). Oetam ¢ aeneuneit 9q 1 reHa ENG BaXKHO MPOXOAUTb
obcnegosaHna Ans BbisiBneHUs npusHakos POB. [Jo xvupypruyeckoro BMellaTenscTsa
naumeHTtam ¢ POB nHoraa Ha3HavaloTcs cneuuanbHble npenaparbl.

Y opHoro u3 8 peTelt ¢ geneuveit 9g34.1 ecTb NoBpexaeHHblE KPOBEHOCHbIE COCY /bl Ha
NMLEe 1 pyKax, HO OHW He AOCTaBSIOT AEBOYKE Heyao6cTB. Npobnema yacTbix

HOCOBbIX KPOBOTEUEHMIA He bblla BbisIB/IEHA HU Yy OfHOWM ceMbW. Ha koxe

[BOMX AeTel ¢ aeneuven 9933 nerko NosIBASIOTCS CUHSKM. Uni) e

[pyrve npobnembl CoO 340pOBbLEM
Hwxe npeacTaBneHbl HEKOTOPbIE Apyrue 3aboneBaHus, KOTopble 6binn BbISIBEHbI Y
nogen ¢ geneuvelt 9q, BKoYatowel yyactok 9g33. Y Tpoux yenoBek 6bina
AvarHocTupoBaHa actma (Harrison 2013; Nambot 2015). LLleCTUNeTHMIN MarbyuK Yacto
3apaxkanca pecnvpaTtopHbiMu UHdekumnamu (Campbell 2012). Y oaMHHaguatuneTHero
Masibunka 66110 BbISIBAEHO NAaTONOMMYECKOe pacluMpeHve BO34yXOHOCHbIX MPOCTPaHCTB
(Nambot 2015). Y Tpoux geTen 6bina AMarHoCTMpoBaHa MynoyHas rpbika (Schlaubitz
2007; Matsumoto 2014; Nicita 2015). ¥ ogHOrO U3 3TUX AETEN TaKXe pasBWIach Naxosas
rpbbka. Y 04HOM XeHLiMHbI 06pa3oBanach AvadparManbHas rpbbka, Npu KOTOPOK B
MbILLIEYHbIX BOSIOKHAX Avadparmbl, Haxoasulencs Mexzy 6piollHOl NONOCTbIO U MPYAHOM
K/IETKOW, MOSIBASIKOTCS OTBEPCTUS. Y Hee Takxke Bblia HEMHOTO YBENMYEHa NeYeHb u
[AMarHoCTMpoBaH AMBEPTUKYNe3 (Mewo4koobpasHbie BbiNgunBaHKS) KuweyHuka. OHa
CTpajana oT SMILHero Beca, AvabeTa BTOPOW CTeneHu 1 anHo3s Bo cHe (Harrison 2013).
Y pecsiTuneTHel AeBOYKM OTMeYanacb rmnepMobunbHocCTb cyctaBos (Mignot 2011). Y
ApYroi aeBoYkM HabnoaanmMcb aHOManbHOE pacnpeaeneHne XXMPOBOK TKaHU U
runotupeo3 (Kulharya 2008).

[pyrue xapakTepHble YepTbl, PAaCCMOTPEHHble rpynnon Unigue,

BK/TIO4alOT:

HapyweHus cHa (6), K KOTOPbIM OTHOCATCS YacTele NpobyXxaeHus (3); TPYAHOCTU C
3acbinaHueM (2); oueHb YyTKuUi COH (1); 1 ero KoOpoTKasi NPOACDKUTENbHOCTb (1). OanH
pebeHoK NpUHMMaEeT MenaToHuH. CaMOMy CTapluemMy pebeHky c HaDYLIJEHVIEM CHa 12 nerT.
lFogoBanas AeBoYKa CNUT «MHOMO, M Kak cobaka». 3

Mpo6nemsbl ¢ 3ybamu (5), K KOTOPbIM OTHOCATCS WX MO3AHEE
rpopesbiBaHve (3); kpuBble 3y6bl (2); HEO6bIUHbIA kKapuec (2);
HeoObbIYHbIN NOPSAOK MPope3biBaHMs 3y60B — MOJISIPbl MOSIBASIOTCS |
paHbLUe nepeaHux 3y6oB (1).

PeuuanBupytolme MHGEKUMM y AeTel MaaLlero Bo3pacTa, B
TOM yucre ywHble uHpekumm (5).

“OHa NOoCTOSIHHO 3apaxaeTcs bakTepuanbHbIMU UHPEKLMAMU, HO Y
Hee TakoW BbICOKUI 601EBOI MOPOT, YTO MOPOW TPYAHO MOHSITH,
KOrga oHa 6oneert. Y ee KMLWEYHMKA U MOYEBOIO My3bIpsi CIMLLKOM
60/1bLIasi BMECTUMOCTb, YTO BbI3bIBAET AABMIEHME Ha XENYAOK;
BMECTE C BO3yXOM B €€ AblxaTeslbHble MyTW MoMafatoT XXMAKOCTH,
YTO MPUBOAUT K NIEFOYHON MH(EKLMM U SHTEPUTY, KOTOpbIE
MopaxxaroT Bce Teso. prp,Ho Haﬁm o4ar MHMEKLUMM 1 TakXKe CNOXHO noaobpaTtb
aQHTMBMOTUK Ans ee neveHns.” — 5 net

Cocyauctoe konbuo (1). ApTepMﬂ «06BUNa» AbIXxaTeNbHOE ropsio (Tpaxeto) 1
nuLLeBapuUTEnbHYo TPY6KY (muwesos). Mocne xupypruyeckon KoppekLmy MULeBos
BEPHYJICS B HOPMasibHOE MOJIOXEHNE, B TO BPEMS KaK TPaxXesl IMb HEMHOIO

Uncc? [

V3MeHWTa CBOO MO3MLMIO.
HapyLeHnue TepMoperynsummn (1): HOrM U pyKn BCEFAA XOM0AHbIE.
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Ecnn Y O4AHOrO 4JieHa CeMbM C MHTepCTMI.IMaJ'IbHOﬁ neneuueﬁ 9q C
Y4aCTKOM 9q33 Habnro4arTCA IMLb HesIBHbIE NMpuU3HakKun geneuvun, To
NPOSAABUTCS JIN OTK/IOHEHUE Y APYIrUX YJIEHOB CEMbM TaKUM ke 06pasom?
CnoxHo AaTb OTBET Ha 3TOT BOMPOC, Tak KakK U3BECTHbI Wb OTAEMbHbIE ClyYaun, Koraa
Y HECKOJIbKMX YNEHOB CeMbM 6bina AnarHoCTMpoBaHa AaHHas geneuwms (Harrison 2013;
Jiang 2014; Ehret 2015; Serati 2015). OT YeTBepbIX poauTeneit aeneLmns nepesanach
netsM. 06 3TUX poanTensix U3BeCTHa crieaytolas uHpopmauus: y oaHo MaTtepu bblna
AMAarHOCTMpOBaHa He3HauuTeslbHas YMCTBEHHAst HEAOCTaTOYHOCTb W BbISIB/IEHbI
HapyLUEHNs pe4eBoro M A3bIKOBOIo pasBuTus. Y ee goyepu Habnoganucb cepbesHas
3aepXxKa B pa3BUTWM, SMUNENCHS U HECKOSIbKO 0COBEHHBIX YepT fvua. Y apyrow
MaTepu poanncs CbiH C HEOBbIYHBIMU YepTaMu Nuua 1 rMnepToHycoM. Mocne ero
pOXAeHWst Y MaTepu pa3BUIoCb 06CECCUMBHO-KOMMYbCUBHOE paccTpoicTBo (Serati
2015). Y apyroi matepu poauncs pebeHok € reHUTannsMm NPOMEXYTOYHOro Tuna. Y
Hee HacTynuna npexaeBpeMeHHas MeHonay3a (Harrison 2013). Y oTua v cbiHa
HabntoaalTCs 0AMHAKOBbIE MPU3HAKM CUMHAPOMA HOITS-HAAKO/IEHHUKA, HO Y OTLA OHU
MeHee BblpaxkeHbl (Jiang 2014).

Kak BO3HMKaeT MHTepcTuumasibHas aeneums 9q?

Mpu 3a4aTm B SNULEKNETKE NPOUCXOANT CIIUSIHUE FEHETUYECKOro MaTepuana
poavTenel, n obpasyeTcs 3apozbil. MexaHW3M KOMMPOBaHUSI FeHETUHECKOMO
MaTepuana He COBEpPLUEHEH, NO3TOMY MHOTAA B FEHETMYECKOM KOAE AeTel ClyYaiiHbIM
06pa3oM BO3HUKAIOT peaKkue M3MeHeHusl, KoTopbix HeT B IHK poauTeneit. Bpauu
Ha3bIBAIOT 3TO SIBNEHWE de novo.

Takune U3MeHeHNs NPOUCXOAAT CaMOMPOU3BOJIbLHO, HE3ABUCUMO OT 06pasa >XM3HW Un
Apyrux ¢akTopoB. Y 60bLUMHCTBA poaUTeniei, Y Ubkx aeTel bbina 06HapyxeHa
nfeneuunst 9q ¢ yyactkoM 9q33, No06HOro M3MEHEHNS HE 0BHapYXXEHO.

B MeavLMHCKOW NuTepaType coaepiKaTcs CBeAiEHNs O YETbIPEX AETSX, YHacneaoBaBLUMnX
[eneumo OT OZIHOrO U3 poauTeneil. KpoMe TOro, UMeoTCs AaHHble 06 0fiHOW CeMbe, B
KOTOPOW y MaTepw 6bi10 06HapY>XeHO U3MEHeHME XpOMOCOMbI 9g. YacTb xpoMocoMbl 9q,
yTpaueHHas y pebeHka, y MaTepu 6binia pacrofioxXeHa Ha Apyroi XxpoMocoMe (MHcepLumst;
Chien 2010). Mo3aToMy npu poxzaeHun pebeHka C aeneumneit BaXKHO NpoOBECTU aHanu3
XpOMOCOM 060MX poauTenei.

B nioboM cnyuae, BO3HUKHOBEHWE U3MEHEHWSI HEBO3MOXHO MPefoTBPaTUTh, U B 3TOW
CUTyauWn HET BUHOBATbIX.

Mo)keT Jin 3TO NPOU30ITU CHOBA?

BeposATHOCTb poxaeHus ele ogHOro pebeHka ¢ peakuM XpOMOCOMHBIM OTKSIOHEHWEM
o6ycroBneHa reHeTUYECKMM KOAOM poauTenein. Ecnv y Matepu u oTua HopMarsbHble
XPOMOCOMbI, BEPOSTHOCTb MOBTOPHOIO poXxaeHust pebeHka ¢ 3aboneBaHveM oveHb Mana.
TeM He MeHee, CyLLeCTBYET MaNeHbKUIA PUCK TOFO, YTO HEKOTOPLIE SILIEKNETKM MaTepu
WK KNETKU CepMbl 0TL@ HECyT Aeneumo. Bpauu HasblBaoT 3TO SIBNEHWE «roHaHbIN
MO3auLM3M>». ITO 03HAYAET, YTO aHanM3 KPOBW, KOTOPLIM MOKa3an, YTo poaUTenU He
SBNSIIOTCS HOCUTENSIMU AeNEeLM, HE MOXET UCKIIIOUUTL OYEHb MaNieHbKUI LWaHC
poXaeHus elle oHOro pebeHka c 3aboneBaHueM. B MeaMLIMHCKOW nuTepaType He 6biin
onucaHbl NOA06HbIE Crlyyaun y AeTel C CMHAPOMOM Aeneumy 9q, BKIIOUAKoLLEN y4acTok
9g33.

BeposATHOCTb poxaeHus ele oaHOro pebeHka C reHeTUYeCKMM U3MEHEHWEM ropasao
BbILLE, €C/IM OAVH U3 POAUTENIEN SBMSIETCS HOCUTENEM TOW e Aeneunn, YTo U pebeHok,
WM XPOMOCOMHOW NEPECTPOMKY, 3aTparvBaiowei JIMHHOE M40 XPOMOCOMbI 9.
CuTyaums B KaXKaoN CEMbE YHWKasIbHa, NMO3TOMY TOYHO OMpEeAenTb BEPOSITHOCTb
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MYTaLMM NMOMOXET TObKO KIIMHUYECKUIA FEHETUK, KOTOPbI TakXe MOXXET NPOBEeCTU
npeHaTanbHy0 AMarHOCTUKY WK NPEMMMIAHTALNOHHYIO FrEHETUYECKYO AMArHOCTUKY
(nrg). Ana npoeeagexns M HeobxoAMMO 3KCTpakoprnopasbHOE ONIoA0TBOPEHNE U
6roncus aMbpMoHOB. TOMbKO 340P0OBble IMOPMOHDLI MOMeELLATCA B MaTKy MaTepu. Ecam
Xe poauTenu BbibMpaloT ecTeCTBEHHOE 3a4aTue, TO 471 MPOBEPKM XPOMOCOM pebeHka
BO3MOXHO MPOBEAEHME NpeHaTaNbHON ANarHOCTMKM, BKJIKOYasi BUONCUIO XOpUOHa UMK
aMHUOLEHTES.
Pe3ynbTaTbl XpOMOCOMHOIO aHasim3a
Mpu MHTEpCTULManbHOM Aenelmn 9q, BKoYaoLei yyactok 9933, BO3MOXeH
cneayowmin pesynbTaT:

arr [hg19] 9q33.3 (128,952,700-129,613,085)x1
arr
AHanuz 6bln NPoBeAeH C UCMOJIb30BaHMEM METOAVKN CPAaBHUTENTbHON FEHOMHOM
rmbpuavsaumm: MaTpUYHOWM CPaBHUTENBHOM FreHOMHOW rbpuamsaumm (array CGH) wm
SNP-maccuBa.
hg 19
'eHOM yenoBeka, Bepcust cbopkm 19. 1o nocnepgosatenbHocTb AHK, nsBectHas Ha
MOMEHT NPOBEAEHNS aHanM3a M UCMob30BaHHas ans cpaBHeHus ¢ JHK Bawero
pebeHKa. N3MeHeHnsi c6opKM BO3MOXXHbI MO MEPE MOSIB/IEHNS HOBbIX CBEAEHUI O reHoMe
yenoseka. B crnyyae u3MeHeHwit yyeHble 6yayT UCnosb3oBaTh HOBLIN 06pasel, AHK,
yT06bl CpaBHuTL ero ¢ HK Bawero pebeHka.
9q33.3
B mpoLecce nepecTpoiiki 3aTparMBaeTcsl XpOMOCoMa 9 1 yyacTok XpoMocomsl q33.3,
PacrosioXXeHHbIN Ha ee AfIMHHOM neye (q).
(128,952,700-129,613,085)x1
Hawa AHK cocTouT 13 nap OCHOBaHMiA. Bce napbl OCHOBaHMIA XpOMOCOMbI
NPOHYMEPOBaHbl OT Ha4aNIbHOIO y4acTKa XpOMOCOMbI (BEPXHSIS YacTb KOPOTKOIO nieva
(p) Ao ee kOHUA. B gaHHOM mpuMepe Mexay napamv ocHoBaHui 128,952,700 u
29,613,085 ogHa konma AHK (x1) BMecTo AByx. IT0O M ecTb deneuus. Ecnm BbluecTb
MeHbLlee uncio m3 6onbwero, To noayuutcs 660 385 (npubnusmtensHo 0,66 MuaaMoHa
nap ocHoBaHwi unn 0,66 M6). B 3ak/to4eHNe CTOUT OTMETUTL, YTO pedb MAET O
peneumn 9g33.3, pacnonoxeHHon mexxay 128,95 1 129,61 M6 Ha xpoMocome 9, KoTopast
cocrtasnset 0,66 M6.
[danbHeNwne nccneaoBaHs QJIMHHOIO nsieva 9-oit xpoMmocomMmbl (9q)
OCo6eHHOCTU NMIOAEN C MHTEPCTULMANBHON AeneLuneil XpoMoCcoMbl 99 € yyacTkoM 9q33,
BEPOSTHO, SIBMSIIOTCS Pe3Yy/IbTAaTOM OTCYTCTBMSI FEHETUHECKOrO MaTepuana v reHos,
PacrosIOXeHHbIX B 3TOW YacTU XPOMOCOMbl. MMEHHO NO3TOMY BaXXHO ONpeaennTb TOYHOE
MECTOMOJIOXEHWE U [UIMHY HEAOCTAloWEro Matepuana. Mpu cpaBHEHUM 0COBEHHOCTEN
nofen ¢ aeneuvert 9q yueHble onpeaensioT reHbl, KOTOpbIE B TOW UM UHOM Mepe
BAMSIOT Ha POPMMPOBaHME XapaKTepHbIX YepT Aeneumu 9q.
B pe3ynbTaTe paHee NpoBeAeHHbIX MCCNeAOBaHWIM yueHble YycTaHoBWAM, YTo reH NRSAL,
PacroIoXeHHbI MeXxay napaMmu ocHoBaHui 127,243,516 n 127,269,709 Ha y4acTke
9g33.3, MOXET CTaTb NPUYMHON HapYLUEHWIA pa3BUTUS MOJOBLIX OpraHoB. 'eH LMX1B,
PacroJsIoXeHHbI MeXy napamu ocHoBaHui 129,376,722 1 129,463,311 Ha y4acTke
9g33.3, cBsi3aH C CMHAPOMOM HOITe-HaAKoIeHHMKa, a reH STXBP1 noTeHumanbHO
BNMSIET HAa BO3HUKHOBEHWE SMWUMENCUN U 3a4epPXKKU B pasBuTun. ECTb Beckue oCHoBaHus
npeanonaraTb, YTo Aeneuns reHa ENG Ha ydyacTke nap ocHoBaHwii 130,577,291 -
130,617,035 moxeT Bbi3biBaTh ROW (cvHapom Ocnepa-Bebepa-Panato) (Nambot 2015).
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