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Oeneunn n mukpoaeneuumn 3q29

Oeneuuns 3929 — aTo penkoe reHeTu4eckoe N3MeHeHmne, Npu KOTOPOM B KOHLLEBOM
y4acTtke 0HOMN 13 46-1n XpOMOCOM OTCYTCTBYET MUKPOCKOMUYECKUIA yHacTOK
XPOMOCOMHOro Matepuana. loteps manenLero yyactka XpoMoCoMbl MOBbILLAET
BEPOATHOCTb BO3HWKHOBEHWS 3a[iep)KeK B pasBuUTUX, TPYLHOCTEN B 00yYeHnn 1 npobnem
¢ nosegeHveM. OgHaKko NocneacTBus 3TON Aeneummn 3a4acTyio 4OBOSIbHO HE3HAUYNUTENbHBDI.
Y npeobnapatoLuero uncna obcnefoBaHHbIX yTpaTta HebOoMbLUIOro yYacTka reHeTUYECKOro
maTtepuana npobnem co 34opoBbeM He BbidBana. /13-3a cnabo BblpaKeHHbIX CUMNTOMOB
MUKpOAEeneums MOXeT ObITb AnarHoCTMpOBaHa yXxe BO B3POCIOM BO3pacTe.

XpOMOCOMbI — 3TO CTPYKTYPbI B iApax KNeTok opraHuama. B Hux cogepxurcs
reHeTu4eckas nHdopmaumsi, coobLiatoLas opraHu3my, Kak eMy cnegyeT pas3BmMBaTbCsi U
YHKLMOHMPOBaTb. XpPOMOCOMbI 06 bEAMHEHDI B Naphbl (B KaXKAoW nape no ogHoM
XPOMOCOME OT KaXaoro poautens), napbl NPoHyMepoBaHbl OT 1 40 22, 0T camblX KPYMHbIX
00 caMbIx ManeHbkux. Kaxaasa n3 XxpoMocoM MMEET KOpoTKoe nneYvo (p) 1 AnuHHoe (q).

YyacTok 3929

XpOMOCOMbI HEBO3MOXXHO yBNUAETb HEBOOPYXXEHHbIM rna3om. O,ElHaKO
€CInn OKpacuTb UX U PacCMOTPETL NOA, MUKPOCKOMOM, TO Ha KaXaown 112 I
XPOMOCOME MOXHO 3aMeTUTb XapaKTepHbI PUCYHOK U3 CBETIbIX U
TEMHbIX MOOC UM cermeHToB. Ha pucyHke cnpasa nsobpaxeHbl
CerMeHTbl ANMMHHOro nneya TpeTbeIZ XPOMOCOMBbI.

Ecnu xpomocomel, yBenuyeHHble npumepHo B 850 pas, paccmoTpeTb
nog MMKpPOCKONOM, MOXHO 3aMeTUTb, YTO Ha KOHLe OJTMHHOro nneva
TpeTben XPOMOCOMbI He XBaTaeT HebonbLuoro yyactka. OTcyTcTeme
YacTu XPOMOCOMHOro MaTepuarna HasblBaeTcsa geneumen, a ecnm
yTpayeHHas YyacTb HacCTOSMbLKO Mana, YTo ee HEBO3MOXHO pasrnaaeTb 223
Jaxe rnpu nomMoLLY MOLLHbLIX MUKPOCKOMOB, — MUKPOAENeLUnen.
Haubonee kpynHble geneunn n HekoTopble Mukpoaeneuun 3q29
BbISIBNSIET OObIYHbIN XPOMOCOMHbIN aHanu3. OcTanbHble
MUKpPOZENeunn BO3MOXHO BbIsIBUTb TOMbKO B MpoLiecce
monekynspHoro unu [HK aHanusa, B 4acTHOCTU, NPV NOMOLLIX
MeTOAa CPaBHUTENbHOWM rEHOMHOM rmbpramnsaunm Ha MUKpoYmnax
array-CGH. 3T10T MeTo BbISBNAET faXe CaMOe He3HaYUTENbHoe
yBenuyeHune unm notepto [HK Bo Bcem reHome n nokasbiBaeT
HanM4ne nnm oTCyTCTBME KOHKPETHBIX FEHOB.

-

[OnvnHHOoe nneyvo
_wsepis [ lapbl OCHOBaHWUN XPOMOCOMBI 3.

KpacHon nuHnen
OTMeYeHo
1 napa ocHoBaHui = bp (oT aHrn. base pair) NpUBNManTENLHOE
1 000 nap ocHoBaHuit = 1 Kb (kuno6asa, K6) MEeCTOMonoXeHne
A& 1 000 000 nap ocHoBaHwit = 1 Mb (mMera6asa, M6) Aeneuun 3929

NCcTOYHUKMN

B aTon Gpolutope npeacraBneHa MHopMaLumsa M3 OTKPbITbIX MEOULMHCKUX UCTOYHUKOB. Nmsa
aBTopa 1 gara nybnukauum ykasaHbl 45t TOro, YToObl Bbl MOTNIM O3HAKOMUTLCS C @HHOTaUMAMU Unn
OpUrMHanbHbIMK cTaTbsiMu Ha cante PubMed (www.ncbi.nlm.nih.gov/pubmed) nnn Unique.

Taike B BGpoLutope ncnonb3oBaHa UHdopmaumsa ns 6asbl AaHHbIx Unique. Ha MOMeHT o6HOoBNEHUst
aTon 6powwtopbl B 2013 rogy, B Unique Habnoganuck 32 yenoBeka ¢ Myukpogeneumnen 329

B BO3pacTe OT ABYyX A0 57 neT.



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

NeHeTMYeckn aHanun3
MecTtononoxeHune u pasmep geneumn y pebeHka MoXeT onpeaenutb Bpay-reHeTuk.
Pe3yJ'IbTaTbI reHeTU4eCcKoro Tecta MoryT BbIrmaaeTb No-pasHOMY B 3aBUCMMOCTU
OT TEXHOJI0I'MK, KOTOPYIO UCMOJ1Ib30Baln B npouecce aHannsa. Ecnu XPOMOCOMbI
paccmMmaTtpusanu nog MOLLHbIM MUKPOCKOMNOM, pe3yrbTaTbl 6y,u.yT npeacrtasneHbl B BUae
KapuoTtuna. Hanpmmep, TaKoro:

46,XY,del(3)(q29g29)dn

46

XY

del

3
029929

dn

OO0LLee KONMYECTBO XPOMOCOM B KneTkax pebeHka.

[1Be nonosble XxpoMocombl: XY 'y MYXUYMH, XX Y XKEHLLWH.

Heneuns (OTCyTCTBUE reHeTUYEeCKoro matepuana).

MecTononoxeHune geneunn — TpeTbs XpOMoCcoMa.

B xpoMocome oGHapykeHbl ABe TOUKM pa3pbiBa, 06e pacnonoXeHbl

Ha y4acTke 3g29, 4To noaTBepXaaeT Hanuyne HebonbLUOK Aeneunn BHyTpU
Xpomocomsbl. Ecnun BmecTo aToro B kapuoTune HanucaHo q29qter, 370 3HauuT,
YTO B KOHLEBOM Y4acTKe XPOMOCOMbI OOHAPY>XEH TOMbKO OAWH Pa3pbiB U
NOTEPSIH KOHLEBOW y4aCTOK XPOMOCOMbI.

AHanus KpoBW poanTenen He BbISIBUIT HUKAKNX TEHETUYECKNX UBMEHEHWI B UX
Xxpomocomax. [Ins 0603Ha4YeHns1 3TOro SABMEHUsI TEHETUKM UCMOMb3YHT
TepMuH de novo (dn), 4TO B NepeBofe C NTAaTUHCKOro O3Ha4YaeT «HOoBas».

Ecnu aHanus 6b1n npoBeAeH METOAOM CPABHUTENbHOW reHOMHOM rmbpuam3sauum
Ha Mukpouunax array-CGH, pesynbTaTbl MOryT BbIrMS4eTh Tak:
arr[hgl19) 3929(195,726,835- 197,344,663)x1

arr

[hg19]

3029

AHanus 61N NpoBeaeH METOAOM CPaBHUTENbHOW reHOMHOW rmbpuansaumnm
Ha Mukpo4unax array-CGH.

"eHoM YenoBeka, Bepcusi cOopkM 19. ITO KOHTPONbHAsS NOCreaoBaTENbHOCTb
OHK, oTHOoCUTENbHO KOTOPOM HYMEPYTCA Napbl OCHOBaHWUW. o mepe
N3y4YeHns reHoMa YernoBeka NosiBNSITCS HOBble BEPCUMU COOPKK, MO3TOMY
HOMepa nap OCHOBaHW MOryT OGHOBNATLCS.

MameHeHne obHapyXeHo B TpeTbeln xpoMmocome. [leneuusa HaxoamTcs

Ha yyacTtke 3qg29.

(195,726,835-197,344,663)

Mapbl ocHoBaHui ¢ 195,719,264 (okoro 195,8 M6) no 197,344,663 (okono
197,3 M6) otcyTcTBYIOT. ECnn BbIMECTb NEpBOE YMCMO U3 BTOPOro, NOMy4YnTCS
1,625,399 (1,6 M6). OTO KONMMYECTBO OTCYTCTBYIOLLMX Nap OCHOBAHWN.
CumBon «x1» 03Ha4yaeT, YTO Ha 3TOM y4YacTKke NPUCYTCTBYET TOMbKO oAHa
KOnusi Nap OCHOBaHWI BMECTO ABYX (QOIMKHO ObITb MO OAHOM Ha Kaxaoun
Xpomocome 3).

CuHapom mukpogeneuun 3¢g29

Mpu TNnYHOM Mykpoaeneuun 3g29 yTpadnBaeTCcs y4acToOK OQHOrO M TOro Xe pas3Mepa,
npumepHo 1,6 M6 Ha y4acTtke mexay 195,7 M6 n 197,3 M6. Ha Hem pacnonoxeHo oKorno
20 N3BECTHbIX rEHOB.

MepBoe onncaHue naumeHTa ¢ geneuven 3g29 6bino onybnvkosaHo B 2001 roagy. C Tex
nop cTarno n3BecTHo o 36 Takux crnyvaes. Ecnu y psiga obcrnefoBaHHbIX CTOMKO
npocnexunBarTcs onpeaeneHHble 0COOEHHOCTM Pa3BUTKSA, Bbi3BaHHbIE OAHOM U TOW e
NMPUYMHOM, KOMMIEKC TaknX 0COBEHHOCTEN Ha3bIBalOT CUHAPOMOM. XapaKTepHble
ocobeHHOCTM MUKpoaeneunn 3929 BbIrMSAAT UMEHHO Tak, NOSTOMY 3TO reHeTUYecKoe
N3MEHEHNEe YacTo Ha3biBalOT CMHAPOMOM Mukpoaeneumun 3g29 (Rossi 2001; Willatt 2005;
Baynam 2006; Krepischi- Santos 2006; Ballif 2008; Digilio 2009; Li 2009; Tyshchenko
2009; Clayton- Smith 2010; Cobb 2010; Mulle 2010; Quintero- Rivera 2010; Wang 2010;
Carroll 2011; Dasouki 2011; Petrin 2011; Sagar 2013).



OauHakoB nu pasmep aeneuun 3q297?

He Bcerga. Y HEKOTOpPbIX NaunMeHTOB OTCYTCTBYeET OonbLLe reHeTU4ecKoro maTtepuana,
Y HEKOTOPbIX MEHbLLE. |/|HOF,D,a MUKpoaeneuna MOXXeT BO3HUKHYTb Ha ApPYyroM y4yacTtke
CerMeHTa 3q29. |_|OCJ'Ie/J,CTBMFl aeneunn 4acTto 3aBUCAT OT ee NOJIoXKeHU4A. (0] pa3smepe n
nonoXxeHuwn geneuunn sawlero pe6eH|<a MOXET pacCka3aTb Bpay-reHeTuKk, KOTOprI7I Bac
Kypupyer.

CKONbKO HaM N3BeCTHO?

O6cnenoBaHue pasHbiX NAUUEHTOB C TUMUYHLIMY MUKPOAENELMSMU B cermeHTe 3929
rnokasaro, YTO HEKOTOpLIE CUMMTOMbI 3TOWN AeneLmmn NposiBnstoTCst 0CO6EHHO YacTo.
WHdbopMmaums 06 aTUX cMMnToMax npeacTasneHa Huke. Bbl MoxeTe cpaBHUTL
pesynbTaTbl FEHETUYECKOrO TecTa Balwlero pebeHka ¢ pesynbtatamu Apyrmx NaumneHToBs,
NpUBEAEHHbIMU B MEAULMHCKON NuTepaType Unm nonyvyeHHbiMu gooHaom Unique, YTobbl
NOHATb, Yero oxumaate. OgHaKo NPosiBNeHUst Aeneumn y Bawero pebeHka MoryT
3HaYUTENBbHO OTNNYATLCSA OT NPOSIBINEHWI Aeneunn y ApYrUX NauneHToB C MOXOXUMM
pesynbTaTamu Tecta. O4eHb BaXKHO He AenaTb NPsiMbIX CPaBHEHWI 1 Y4YUTbIBATbL
WHAMBMAYanNbHble 0COGEHHOCTY Ballero pebeHka, Beab Kaxablii U3 HAC NO-CBOEMY
YHUKaneH.

MoryT nu nogm ¢ TMnu4Hou aeneuunen 3929 HopmanbHO

pa3BuUBaTLCA U HE UMETb NPOBIeM CO 340POBLEM UMK OOy4YeHuem?
[Oa, moryT. B megmuuHckon nutepaTtype onucaHbl CeMbu, B KOTOPbIX MUKpoaeneumnsa 3929
nepeganack pebeHky oT ogHoro ns pogutenen. [lo ee npossneHus y pebeHka poamTens
ObIn 340pOB 1 HE UMEN HUKaKMX CUMMTOMOB FreHETUYECKNX N3MeHeHNA. EcTb coobLueHuns
006 04YeHb He3HaYMTENbHbIX NPOSABEHNSAX MUKpoAeneLmn y pogutenen unmn 6abyLuex n
Oenywek obcneposaHHbIx aeten (Li 2009; Clayton-Smith 2010; Petrin 2011; Unique).

YacTtblie cMMNTOMBI

MockonbKy KaxabIvi Yenosek ¢ Mukpoderneuven 3929.2 yHuKkaneH, y pasHbiX NauneHToB
HabnogaTca pasHble TPYAHOCTU, CBA3aHHbIE CO 300POBLEM M pa3BuTUEM. MonHbIn
Habop onuncaHHbIX B GpOLLOpE CUMMTOMOB HE BCTPEYAETCA HU Y OOHOrO

n3 obcnenoBaHHbIX. TeM HE MeHee, MOXHO BbiAENUTb psif OOLLMX MPU3HAKOB:

06bI4HO 30p0oBbIE MoAN, 6e3 3HAYNTENBHBIX BPOXKAEHHBIX aHOMarnui;
3a71epxKa Pe4eBoro pasBUTHS;

TPYAHOCTU B 0ByYEHUM, BblpaXXEHHbIE B O4EHb PA3HOW CTEMNEHN;

HebonbLUoW pazmep ronosbl (MUkpouedanus) — npumepHo B 50% cnyvaes;
MHOrga 3agepXxka pasBuTUS KpYNHOM MOTOPUKK (YMEHWe cuaeTb, XOauTb);
BO3MOXHbI XapakTepHble YepTbl Nuua;

ayTUCTUYECKne YepTbl — NPUMEPHO B TPETU CIy4aeB.

300poBble noau
Y 6onbLlUMHCTBA AeTeln U B3POCIIbIX HE BO3HUKAET Cepbe3HbIX MPoGnemM co 300POBLEM.
Y HekoTopbIX AeTen HabnoJanunchb YacTble YLHble MHAEKLMN (AN yry4dLlleHns cryxa
NpoBOAMNY LYHTMPOBaHWe 6apabaHHOW NepenoHKKN) i pecnnpaTopHble MHMEKLMN,
BKItOYas MHEBMOHMIO. HekoTopble Yalle 3abonesanu noscegHeBHbIMY 60ne3HAMU
(npocTyaa, Kalernb) 1 MeanieHHee BOCCTaHaBNMBaNMCh MOCIe HUX, HO C BO3PacTOM CTanu
6oneTtb pexe. Y Tpex 4neHoB Unique ¢ Aeneument HEMHOro KpynHee TUNNYHOW pa3sunace
acTma, Ho aTo 3abonesaHue YacTo HabnogaeTca U y AeTen 6e3 XPOMOCOMHbIX
nameHenui (Ballif 2008; Dasouki 2011; Unique). OguH 16-neTHUA Manbyuk C KpYrHOWM
Jeneuven B cermeHTe 3929 Hocun CNyxoBOW annapaT B CBA3M C YMEPEHHbIM CHIDKEHNEM
cnyxa (Wang 2010).



Opyrve cumnToMbI BCTpEYanucb B €QUHUYHbIX
cny4yasx, No3ToMy BEPOSTHOCTb TOrO, YTO MX
npuynHou ctana geneums 3929 Huska.
M3BecTHO 06 3K3eMe y TpouX AeTel M3 pasHbIX
cemen ¢ feneumen HEMHOTO KpynHee
TUMNWYHON, OHAKO 3TO 3aboneBaHNE LUMPOKO
pacnpocTpaHeHO cpean MarneHbKUX AeTen BHe
3aBMCUMOCTU OT FrEHETUYECKUX U3MEHEHNIA.

Y gpyroro pebeHka ¢ KpynHow geneumen

B 10 neT pasBunacb peBmatmyeckas
nuxopagka. MNMosaHee, B 42 roga — apTpuT. OH
Takxe npoLuen AeceHCMbununaaumio B CBsIau

C annepruen Ha ykycbl nyen un oc.

Y yeTblpexrneTHero pebeHka nocre TpaBMbl
ronoBbl o6pa3oBarcsi TPoM6 B KPOBEHOCHOM
cocyae B mo3are. [lomorno neyeHme acnmprvHoOMm
(Ballif 2008; Wang 2010; Unique).

bes 3HauMTenbHbIX BPOXAOEHHbIX

aHomanun

BorbLwoe KonMyecTBo AeTen poannmch
340pOBbIMU, 6€3 3HAYMTENBHbIX BPOXAEHHbIX
OTKITOHEHUN. MIHoraa nponcxoaat aHomanumm
CTPOEHUA CTEHKN rpy,EI,HOI7I KNeTKn nnu
NMO3BOHOYHVKA. Hanpumep, Bnanas unv KunesngHas rpyaHas Knetka, UCKpUBreHne
MO3BOHOYHKKA (ckonuno3d). Ecnu rpygHas knetka Bnanasi, NpOCXOAMT BOPOHKOODOpa3Has
nedopmauus (3anagaHuve). Ecnu rpygHas knetka kKnnesmaHas, oHa BbICTynaeT Brnepes,
Kak rpyaka y ntuubl. Y HEKOTOPbIX AETE aHOManmmn CTPOEHUs rPYAHOM KNETKM NoYTh

He BNUAIOT Ha paboTy cepaua v nerkux. Y apyrvx MoryT Habnogatecsa 3aTpyaHeHHoe
ObIXaHve nnu YacTble pecnupaTopHble MHAeKLMn. AHoManusa OpMbl FpyaHON KIETKM
MOXET BapbMpOBaTh OT HE3HAYMTENBHON A0 CEPLE3HON N MOXET nporpeccmpoBarts. [pu
HeobxoaMMocT OpMy rpyaHON KIMETKN MOXHO M3MEHWUTb XMPYpruyeckmm nytem. Mcxon
Takux onepauuin, Kak npaeuno, onaronpuaTtHeli. O6cnegoBaHHbBIM AETAM

C MUKpOZEneLmen Takme onepaunum noka He NPoOBOANNUCL. HeaHaunTensHoe NCKPUBMIEHNE
NMO3BOHOYHVIKA YacCTO BbINPaBASETCS €CTECTBEHHBbIM MyTEM, OAHaKO, eCri CKONnos3
NPOrpeccupyeT, YenoBeky MoOXeT OblTb TPYAHO HAaXOAWUTLCA B CuasHeM NonoXeHun, a

B TSDKENbIX Cryyasix HapyLlalTcs dyHKUMK cepaua v nerkux. Jleyenve 3aBucut

OT cTeneHun gecopmMaLm NO3BOHOYHMKA N MOXET BKITIOYATb HOLLIEHME KOpCeTa U
XVpYpruyeckoe BMeLLaTenbCTBO Ans obbeanHeHns u nogaepxku no3soHkos (Clayton-
Smith 2010; Quintero-Rivera 2010; Dasouki 2011; Unique).

Y yeTblpex 13 15 manbunkoB HabngaNNCb BPOXAEHHbIE aHOMarMM CTPOEHWS TEHUTaNNN.
Y opgHoro 6bina runocnagusi, Npu KOTOPOW OTBEPCTUE MOYENCTYCKATENBbHOMO KaHana
cMelleHo BHM3. OBbIYHO B TakMX Criy4Yasix MOMOoraeT HecrnoxHas onepauusi. OguH Manbymk
POAMIICSA C HEOMYLLEHHBIMU SiM4KaMm (KOPPEKTMPYIOLLIYHO OnepaLuio NPoBenu B Tpu roga),
y Apyroro 6birna HeobblMHO ManeHbKas, HegopassuTast MoLuoHka (Rossi 2001; Ballif 2008;
Clayton-Smith 2010).

Y HecKonbkux geten bbinn BbisiBNEHbI OTKITOHEHUS B paboTe 1 cTpoeHun cepaua. B ogHmnx
cnyyasix paboTa cepALa HopManuaoBanachk €CTECTBEHHbIM MyTEM UMK Nnocre npyema
neKapcTB, B ApYrMx aHOMarnvm CKOppeKTUpOBanv XMpypruieckn. AHomanmm BCTpevanumch
pasHble, Hanbornee YacTo — OTKPbIThIN (MEPCUCTUPYIOLLNIA) apTepuarbHbIN NPOTOK. JTO
NPOTOK MEXAY aOpPTOW U NIErOYHON apTepPUEN, NO KOTOPOW KPOBb NonaaaeT B ferkme.

B HopMme OH 3aKpbliBaeTCs BCKOpe nocne poxaeHns. Korga aprepranbHbIn NpoTok
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OCTaEeTCs OTKPbITbIM, B fIerkMe NoCTynaeT U3uLLIHEE KONMYECTBO KPOBU, U cepauy
npuxoanTcs aKkTMBHEE ee kavaTb. Ecnu cepaue He cnpaBnseTcs ¢ Harpy3kon us-3a Toro,
4YTO NPOTOK He 3apOoC, Er0 MOXHO 3aKPbITb C MOMOLLBI MarloMHBa3MBHOM Xmpypriun. Kak
MUHMMYM Y ABYX AeTen obHapyXeHbl OTBEPCTUSI MEXOY BEPXHUMU Kamepamu cepaua
(oedext mexnpencepaHon neperopoakn — OMIM). OgHomy pebGeHky oTBepcTUe
3aKpbIy XMPYPruiyecknmM nytem B Bo3pacTe nATv net. Ewe y AByx aeten Habntoganocs
CY)XeHUe KMYeBbIX COCYA0B cepaua. B ogHoM 13 aTux cnyyaeB HapyLlumnace pabota
apTepun, OTBOASILLIEN KPOBb K NIErknM, B Apyrom — paboTa aopTbl, KOTOpasi HECET KPOBb
oT cepaua k opraHam (Ballif 2008; Digilio 2009; Li 2009; Quintero-Rivera 2010; Dasouki
2011; Unique).

MATepo geten poaMnuch C pacLlenuHom HEGa. Y Tpomx u3 HKX Bbina paclenuHa BepxHewn
ryonl (3as4bs ry6a). Y oByx Apyrmx — pacLiensnieHme Markmx TkaHen 3agHen NnoBepxHOCTH
pTa. B ogHom cnyyae xupypruyeckoe BMeLLaTensCTBO He TpeboBanock. Y O4HOro 13 aTnx
neteli geneums 3q29 ocobeHHO KpynHas — NpUMEpPHO B ABa pa3a 6orbLue TUMUYHOIA.
PacwenvnHa HéGa HeraTMBHO BMMSIET Ha KOPMIEHME U peyb. YacTUYHO Ny NONHOCTbLIO
npeoaoneTb 3TU TPYAHOCTU NOMOraeT Xupyprudeckasi pekoHcTpykuus Héba (Willatt 2005;
Wang 2010; Dasouki 2011; Petrin 2011; Unique).

Y OByx OeTen 6bina obHapyxeHa naxoBas rpbbka. OHa npeacTaBnsieT cobon BbINYKNOCTb
B 0611aCTV COEANHEHNST HUXXHEN YacTu BPIOLLHONM NOMOCTM 1 BepxHen Yactn begpa

(B naxoBomn obnactn). MNpuninHon ee obpasoBaHNsA ABNSETCA HE3aKpbITUE OTBEPCTUSA

B HWDKHEWN YacTu OGPIOLLHOM CTEHKM, KOTOPOE 0ObIYHO OTKPbITO B SMOPUOHArbHbIA Nepuog,
pas3BUTUS 1 3aKpbiBaeTCs nepen poxaeHeM. MNocneacTems 3aBUCAT OT pa3vepa
oTtBepcTusi. B Mmanoe MoxeT npoTekath XUAKOCTb, B 6oree KpynHoe MOXET nonacTtb
KvLevyHasa neTns unm kakon-nmbo apyrov opraH. Npu naxoBow rpbbke 06A3aTenbHO HYXHO
HabnogaTtbes y cneunanucta. MHorga moxeT notpeboBaTbCa Xnpyprnyeckoe
BMewaTenbcTBo (Li 2009; Dasouki 2011).

AHomanuu kncter u cton. OBbIMHO aHOManuM KOCMETUYECKUE U HE BANSIOT

Ha CNoCcoBHOCTb XOAUTb UMW UCMONb30BaTb KUCTU pyK. K Takum aHoManusim MOXHO
OTHECTW ANVHHbIE KOHWYECKME Narnblibl, U30rHyTble NarbLbl, @ TakKe KOPOTKME U
CKOLLEHHbIE MU3UHLbI. Y 0AHOro pebeHka 04eHb ManeHbkne CTynHU. Y OBonX —
WCKPUBMEHVE NarnbLEeB Ha Horax: CPeaHUX, 6€3bIMAHHBIX M MU3NHLEB B OOHOM Cryyae u
TONbKO 6€3bIMAHHBIX BO BTOPOM. Y ABOMX CPOCMMCh NarbLbl cTonbl (cuHaaktunms). Ewe
y ofiHoro pebeHka obHapyxunu gedekT B BUAe NepekpeLLmBatoLLMXCS NarnbLeB CToMbI.
OTOT AedeKT NoNy4nnocb NCNpaBnTb NPY NOMOLLM OU3NYECKOW Tepanum. Y OBOUX HOITU
Ha nanbLax pyk pasBunncb He A0 KOHLUA 1 OCTanuchb YKOPOYEHHbBIMMU.

AHoManun passutus 3yboB. Y Tponx obcnegoBaHHbIX 06HapY>KeHbl HeperynsapHble nnm
CMMLLKOM LUMPOKME NPOMEXYTKU Mexay 3ybamu, elle B OQHOM Criydae — HenpaBuIbHbIN
nopsaok 3yboB. Y ogHoro pebeHka ToHkasa 3ybHasi amane (Baynam 2006; Ballif 2008;
Quintero- Rivera 2010; Unique).

3apepxka peyeBoro passuTns
Kak npaBuno, cnocobHOCTH K 06y4eHnto OTpaKaroTCs Ha CNOCOBHOCTM rOBOPUTL U
obLwaTbes, N03TOMy AeTU, KOTOpbIM TpebyeTcs AoNoNHUTENbHas NOMOLLL B 06yyYeHun,
Ha4yMHaloT rOBOPUTL MOIKE N UCMONb3YIOT Bonee NPocTbie A3bIKOBblE eANHMLLI. [eTu, Ybh
CNocobHOCTM K 0BY4EeHMI0 HaxoAsaTCS B Mpeaenax HopMbl, MOTYT UMETb HE3Ha4YMTENbHY0
3aJ€epKKy B OCBOEHUM A3blKa U peyun (Mnn He MMeTb ee BOBCe). 3aepKKa B pevn MOXeT
NoSIBUTLCH U B OTCYTCTBUE KOTHUTUBHBIX HapyLleHni (Cobb 2010). Ecnn pebeHok
6e3 npobrem Hayan cuaeTb U XOOQWTb, 3a4epXKKa PEYEBOro Pa3BUTUS MOXKET OKasaTbCs
nepBbIM MPU3HAKOM OTKITOHEHWI.
Kak MMH1MyMm y ogHoro pebeHka bbina oTmedeHa ansapTtpus — npobnema
¢ apTukynaumen 3sykos (Quintero-Rivera 2010). Y HeCKOMbKMX OTMEYanu Xpunibii unm



rHycasbIii ronoc (Ballif 2008; Clayton- Smith 2010; Wang 2010). B ogHom cnyyae npuymHa
6bina B NocneacTBmsX onepauum no Koppekumn pacLuenmHbl HEBa.

[eTn HaumMHaloT roBOpuTL B BO3pacTe OT OAHOro rofa NATM MecsiLeB A0 Tpex NneT, HO u3-3a
3aepXKKuN PasBUTMS 3TO MOXET Cry4mTbes nodxe. OgnH n3 obcnegoBaHHbIX NAUMEHTOB B
8 net mor roBopuTb Bcero Aga crnosa. ObcnegoBaHHbIe AETU HAYMHANM UCMONb30BaTb
CBsi3Hble (ppasbl 1 cBOGOAHO rOBOPUTL, KOrga UM Obino oT Tpex Ao cemu net. Hekotopble
NX CBEPCTHUKN C Bornee cepbe3HbIMU TPYAHOCTAMM B 0OY4EHUM Ha MOMEHT COCTaBIIeHUs
GpoLuopbl 3TOro Aenatb He MOTTN.

PeumnausupytoLme yiiHble nHdeKUnn y aeten ¢ Myukpoaeneumnen 3q29 nosbILwakT pUCcK
BPEMEHHOM NOTepM Criyxa n3-3a CKOMNMEeHnsi XXnMakocTu B yxe. MNockonbKy oetu
NoABEPKEHbI PUCKY 3a0EPXKWU Pe4EBOro passuTus, poanTenu AOMKHbI NPUHUMaTL Mepbl
yXXe Ha paHHen ctaguu: obecnevnTb CBOEBPEMEHHOE NeYeHne U 3aHMMaTbCs Pa3BUTUEM
peyn foma unu ¢ noronegom. Hekotopble AeTH Bblydnnn 93bIK XXECTOB U MO3XKE NepeLunu
OT Hero K peyu.

“OHa He NoHMMAaeT, YTO roBOPSIT, U MHOTAA, KOrAa 3a4aellb el BOMPOC, OTBEYAET COBCEM
Hesronag, FoBopuUT 060pBaHHLIMM NPEONOXKEHUAMI 1 hpasamm U3 ABYX-TPex cros” —
7 net, MUKpoaeneuns

“Wnorpa oH nyTaeT criosa. B komnaHuy o6LwaTbcst Taxerno. B pasroBope ¢ ogHUM
YEeroBeKoM 3aLMKNBAETCS Ha Yem-To ofHoM™ — 11 neT, MuKpoaeneLust

“MoHumMaTh 1 cneauTh 3a Pa3roBOPOM €Ml [0 Cux Nop TpyaHo. OHa AyMaeT, YTo Mbl U Tak
3HaeM, 4yero oHa xo4eT. Korga oHa Bbl4aeT Kakyro-TO Cry4anHyo MbICH b, Mbl JOMKHbI
Camu MoHsATb, 0 YeM pedb. OHa He OYeHb SICHO BbIPaXKAETCsl, HO B CEMbE BCE NMOHMMAloT”
— 18 nert, geneuyus

TpyaHOCTN B 00Yy4YEHUN pa3HOWN CTENEHN CEPLE3HOCTU
"paHuLbl cnocoBHOCTM K 0ByYeHuto y nioden ¢ aeneunen oveHb wnpokn. Cpeamn
obcnegoBaHHbIX €CTb B3POCHble, NOMNyYuBLUME BbiCLLee 0bpasoBaHune, u AeTu,
obyyvatowmecs B o6LeobpasoBaTenbHbIX LIKOMax No cTaHaapTHOW nporpaMmme. ViHoraa um
HeobxoaMMa NOMOLLb, HO OHU CNOCOOHLI CAaTh BbIMYCKHbIE 9K3aMeHbl. Tak,
no pesynbTataMm TeCTMPOBaHMWH, Y OOHOro M3 obcrneaoBaHHbIX B 6 net 6bin cpegHuin
YpOBEHb MHTENNekTa. B HekoTopbIX cnyyasix TpyaHOCTU B 06y4YeHnn MoryT ObITh
cepbesHee. OBbIMHO OHM NPOSABNSAIOTCH B AMana3oHe OT criaboi 40 YMEPEHHON CTeneHu.
HabntogeHns Unique nokasblBatoT, YTO y AETEN MOTYT BO3HVKATb ONpeaereHHble
TPyOHOCTM B 00y4eHun (Hanpyumep, ANCNEKCHS), U MHOTAa TPYOHOCTU C KOHLIEHTpaLnen.
U3 17 peten 6 nocewanm obeobpas3oBaTenbHYH LWKOMY, OCTalnbHble — CneLmarnbHyo.
M3BeCTHbI cryyam, koraa, HeCMOTpS Ha NOTPEGHOCTb B AOMNOMHUTENBHON MOMOLLN
B LLKOIE, BO B3POCIIOM BO3pacTe Iloau ¢ geneunen cMmornm pabotaTte U BOCIMTbIBaATb
neteln. OTO 03HAYaEeT, YTO TPYAHOCTU B 06Yy4YEeHNM MOTYT ObITb KpalHe He3HaYUTENbHbIMU,
1 MpyY CBOEBPEMEHHOW NomoLLm NporHo3bl xopowwue (Li 2009; Clayton- Smith 2010; Cobb
2010; Unique).
“Ee passuTiie Ha ypoBHe ABYyXIeTHero pebeHka, naMsaTh nroxas. Ho oHa MoxeT cama
pasy4ynBaTh TaHLEBalbHbIE ABWKEHUS NO My3blKaribHbIM KNunam, 1 Mbl 3aMETUNN, YTO
oby4yeHune naet nydile, Korga ee noowpsoT 1 xeanat. OHa ymMeeT YnuTaTtb OTAEMbHbIE
CroBa, HanpuMep, «<Mama, «nana», 1 yxe Hayana nucaTb’” — 7 neT, MUKpoaeneLus.
“AHTIIMNCKMIA M MaTEMATUKY OH U3yvaeT COrmacHo CBOe BO3PaCTHOM rpynre.
EcTecTBeHHbIe Hayky yoaloTca Ha TBepAyto YeTBepKy. OH YMTaeT KOMUKChI U pacckasbl
Mo BO3PACTy, Ha pUCYHKax Bceraa MHoro aetanen’” — 11 net, Mukpogeneuus.
“Mocne wkonbl B 19 neT oHa He ymena 4nTaTh 1 onpeaensTb Bpems”’ — B3pocnas,
neneuus.
Y Hero 60MbLLON CrOBapPHbIN 3anac, HO MbICIU BblpaXaTb TPYAHO, NO3TOMY C BUAY
Ka)KeTCs1, YTO OH MII0X0 YMEET 3TO AenaTtb. 3aTo namMsATb OTIMYHAsA, OH NPeKpacHo
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pasbupaeTcsi B MCTOPUM U CMIEOMT 3a HOBOCTAMM, YUTAET XypHarbl U raseTbl” —
B3POCHbIN, Aeneuus.

HebonbLwon pa3mep ronosbl — npumepHo B 50% cny4vaes
Y 50-60% petew ¢ mukpogeneumnen 3q29 HeobbIMHO ManeHbkas ronoea. PebeHok MoXeT
poaUTLCA C ManeHbLKOWM UMK Co cpeaHelt Mo pa3mepy rofioBoM, KoTopasi BNoCneacTMm
pacTeT MeZneHHee, YeM OCTarbHble YacTy Tena. B HEKOTOPbLIX Cryyasix AeTu poxaatoTes
C Heob6bI4HO BorbLLOW ronoBoi. Popma rofioBbl TAKKE MOXET OblTb HECTAHAAPTHOM,
Hanpumep, YKOPO4eHHbIN B NepenHe3aaHeM HarnpaeneHum Yyepen. Cam no cebe pasvep
rofoBbl MOXET NOYTU HE BNUSITb Ha pa3BuUTUE pebeHka, HO 3a4acTyto Y Takux aeTei
HabrofaeTcs U HEKOTopasi 3aaepkka B pasBUTUM. Y oOHOro pebeHka Ha CHUMKe
rorfloBHOro Mo3ra 6bino obHapy»xeHo HoBOOGpa3oBaHWE PSAOM C MO3OSIUCTLIM TENOM
(cnneTeHne HepBHLIX BOMNOKOH, COEAMHSIIOLLIEE NEBOE M NpaBoe nonyLiapus mosra). B
Apyrux cnyvasix Habnoganock CHWKEHNe M1enMHn3auLmMm — npowecca opMnpoBaHns
MUENUHOBOW 0GOMOYKU BOKPYI HEPBHbIX BOJTIOKOH. MwenunHoBble HepBHbIEe BOJIOKHa
NpPOBOAAT UMMYIbChI BbICTPEE, YEM BOOKHA C HApPYLUEHHOW MUenVHMU3aumnen. Y apyrmx
p,eTe|7| Nno pesdyfibTataM CHMMKOB roJIoBHOro Mo3ra He BbIABJIEHO HUKaKNX N3MEHEHUN
(Ballif 2008; Digilio 2009; Clayton- Smith 2010; Quintero- Rivera 2010; Unique).
“'onosa y Hee HEMHOIO MEHbLLIE HOPMbI, HO 3TO HesameTHo”” — 7 net

3agepxka pasBuUTUA KPYNHOW MOTOPUKN (YMEHWE CUaeTb, XOOUTb)
HeKOTOpre Manblln Ha4nHaloT AepXXaTb ronosy, CUAETb, NON3aTb U XOOAUTb B 0b6bIMHOM
Ans aTtoro Bo3pacte. Korga ctaHoOBATCS cTaplue, HOpMarbHO ABUralTcs U hU3nyeckm
aKTMBHbL. Y Apyrmx Habnogaercs 3agepXkka B pasBuTun, NpM4eM OYeHb Pa3HON CTEneHn
BbipaxkeHHOCTU. Cpean obcnenoBaHHbIX Hanbonee pacnpocTpaHeHa nerkasi CteneHb
3a[epXKKu, KOraa AeTW HaYMHalT CaMOCTOSITENbHO CMAETb B BO3pacTe OT CeMu [0 AeBATH
MecsLEeB, a XOAUTb — OT FOAa M YeTbipex MecsiLieB A0 Tpex feT.
Y HeKoTOpbIX AETEN HU3KUIA MbILLEYHbIA TOHYC 1 criabble CycTaBbl. Y HEKOTOPbIX
HabnogaeTcsa nerkas cnacTMYHOCTb (CyCTaBbl CONPOTUBIATCA ABUXeHNAM). MNoxoaka
MHOT A OMNMCLIBAETCS KaK «HEYKITHOXKasAy», «CyTynasy, «LUMPoKas», «KOBbINALWas»,
«HeyCcToMuMBas» UNu «atakcmdeckas» (LaTtkasi). Y HEeKOTOpbIX AeTel oTMeYaeTcs
TYronoABWKHOCTb KOMEHHbIX U FONEHOCTONMHbBIX CYCTaBOB, KOTOPbIE He pa3rubatoTcs
MOSIHOCTLIO UMW UMEIOT OrPaHNYEHHbIN AMana3oH OBWKEHUIA.
[eTtam c 3agepxkor pa3BuTns obLLEN MOTOPUKN PEKOMEHAYETCS NPONTU PAHHIOK
hr3nyecKyto Tepanuio 1, N0 BO3MOXHOCTH, 3proTepanuio, YTobbl COCTaBUTb NPOrpaMmy
3aHATUIA W yNPaXKHEHWUIN ONS YIyYLEHNS MbILLEYHOro TOHyca 1 ykpenneHus Mol (Ballif
2008; Clayton- Smith 2010; Wang 2010; Unique).

Oetn

““OHa MOXeT X0aAMTb CaMOCTOSATENbBHO, HO MPEANOYUTAET AepPXKaTbCs 3@ Ublo-TO PYKY U
yacTto cnoTblikaeTcs. [loka He ymeeT nnaeaTtb, HO 6eraeT 1 NpUHNUMAaET yvacTue B Urpax.
Mo6YT TaHLEeBaTk, 3aHNMAETCs aspobUKON MO BMAEO, ABUrAeTCA AOBOMLHO YBEPEHHO” —
7 neT, MuKkpogeneumnst

“HopmanbHo XoauT 1 ABUraeTcs. YJacTByeT B MOABMKHbBIX U CMIOPTUBHBIX Urpax, HO
BbIHOCIIMBOCTY He xBaTaeT — 11 neT, Mukpoaeneums

B3apocnble

“Ha Benocunene esauTb 1 KPYTUTL Nedani He xeaTaeT CUr, 3aTO Ha caMoKaTe Bce
nonyyaetcs. JItoOUT e3auTb BMECTE C HaMu, HO C BO3pacTOM Mbl pexe 3To aenaem. Ewe
0YeHb XOpOLLO urpaet B GoynuHr’” — 18 nert, aeneuus

“Ona He ymeeT nNnasatb 1 KaTaTbCca Ha Bernocuneae, Ho 06oxaeT NUHaTb Py TOOMbHbIN
MY, XoaWT LUMPOKUM LLIAroM, nocne Xofs6bl HOrM 04eHb yeTalT — 20 neT, Aeneums



“OH nnoxo aepxan pasHoOBECHE U Ha BENOCUNene YYuncsa KataTtbesi ¢ TPYAOM, HO
KOOPAMHALIMA YIYyHLLMIACh, U Tenepb OH Be3ae Ha HeM e3amT. XOpOoLLO urpaet B 6OynuHr”
— 50 nert, peneunsi

Bo3amoxHble XapakKkTepHble 4YepTbl nnua
Hetn c peneunen 3929 peako BbIrMAASAT Kak-TO HEOObIMHO UMM OTNMYAKTCS OT APYTUX.
TUNWYHBIX YepT NULA He BbISBMNEHO, HO cpean AeTen 1 B3pocChbiX ¢ MuKkpoaeneunen 3q29
Yalle BCero BCTpeYaroTCs BbITAHYTOE, Y3KOe NMLOo, Crerka CKOLLIEeHHbIe BHU3 rasa,
BbICTynatoLas nepeHocuua (00bIMHO AMUHHASA C LUMPOKMM KOHYMKOM), KOPOTKWI ryOHOM
enobok (Mexay HocoM 1 pToM) 1 BonbLlune ywn. Yacto HabnogaeTcs nuuesas
acummetpus (Clayton- Smith 2010; Quintero - Rivera 2010).

HOBeLI,eHI/IeZ aAYyTUCTUYECKMEe 4epTbl — NMPUMEpPHO B TPETU Clly4HaeB
Mo coobLeHnam cemen, ¢ koTopbiMu paboTaeT rpynna Unique, AeTy ¢ MyKkpogdeneuunen
3929 moryT 6bITb MOBALLMMM, CHACTNNBBIMUA U OBLLUTENBHBIMU. [pK 3TOM OHM MOTyT
paccTpanBaTtbCsl, NepeBo3bYKaaTbCA UNN pasapaxaTtbes, Kak 1 apyrve aetun. Ho noxoxe,
4YTO MUKpogeneuns 3q29 ysennyunsaeT NpeapacnonoXeHHOCTb K TPYAHOCTAM
B coumarnbHOM B3avMOAENCTBUM U OBLLEHNN. DTO KacaeTcsl He BCEX, OfHAKO MOYTH
Y KaXKOoro TPETbEro BbISIBNEH ayTU3M, ayTUCTUYECKME YepTbl Ui cmHapom Acnieprepa —
BWA, ayTnama, Npyv KOTOPOM MeHbLLE NPo6rem ¢ 0BydYeHnem u 0OCBOEHNEM peyn, HO
obLwaTbCs B NOBCEAHEBHOM XXM3HM OblBaET TPyAHO. Takue AnarHo3bl CTaBuIIvM B TOM Yncne
N caMbiM MarneHbK1M naumeHTam, XoTs ayTUCTU4eckoe noeedeHve Habnogaerca 3agonro
[0 AnarHo3a. Y HEeKOTOpbIX AeTell CNOXHOCTU B KOMMYHMKaLUW, B OAHOM Crlyqae —
coumnocpobusa (Wang; 2010). 1na noBeaeHnss xapakTepHo usberaHne 3puTensHOro
KOHTaKTa, NOBTOPSIOMECH AENCTBUSA, YacTble BpalLeHNs 1 NPbPKKK, a Takke CUnbHas,
HeyMecTHas TpeBora u BonHeHue. Kpome Toro, otMeqaroT 0CO6eHHOCTU BOCTIPUATUS,
TaKue Kak rmnepyyBCTBUTENBHOCTb K 3ByKaM, CBETY U MPUKOCHOBEHUSAM.
Moka HescHo, cBaA3aHbl I 0COOEHHOCTU NOBEAEHNA HENOCPEACTBEHHO C Aeneuunen unm
Xe OHM ABNSATCHA 06LWMM CneacTeMeM TpyAHOCTEN B 0By4eHUN 1 KOMMYHUKaLUK.
B meamuuHckon nutepatype ynoMuHaoTCs edUUnT BHUMaHWS, rMnepakTMBHOCTb,
nnoxas KoHUeHTpauus. N3BeCcTHO O Criyyasx UCKIMIOYEHMS U3 LUKOSbI N3-3a MMMYfbCUBHOIO
noseneHus u arpeccuu. NprBoaATCS AaHHbIE O NPOSBNEHNM 06CECCUBHO-KOMMYbCUBHOTO
noBeaeHus. Y HEeKOTOpbIX AeTer YacTo cnydatotcsa uctepukn (Wang 2010).
Mpu aTOM NpegnonaraeTcs HeENOATBEPXKAEHHAs CBA3b MeXay Mykpoaeneuuven 329 m
NCUXNYECKUMM pacCTporCTBamMn. Ho 3TO HE 3HAUUT, YTO Kaxkabin pebeHok
¢ mykpogeneuuen 3929 nm noasepkeH. [leno B Tom, 4TO OHM Bonee ya3BrMbl K 9TOMY
BMAY paccTponcTB, Yem AeTn 6e3 ocobeHHocTel pa3sutua. lenpeccus, GunonspHoe
adpekTnBHOE pacctpoictso (BAP), reHepanuaoBaHHoe TpeBOXHOE paccTporcTso (I'TP),
cyvumaanbHble MbICNN, arpeccus, CENEKTUBHBIN MyTU3M, MHTPOBEPCUS, MaHNYECKoe
pacCcTPONCTBO, LUM30MPEHNS 1 CUMNTOMbI NCMX03a NPOSIBNAIOTCSA KaK y B3pOCIbIX, TaK v
y aeten. IMeHHO noaTomy BaXkHO obpallaTb BHUMaHUE Ha X NepBble NpU3Hakn. Tak,
KpanHe HeTUNMUYHOE NnoBefeHWe, NOBreKLlee 3a cobol NOCTaHOBKY NCMX03a, oTMeYanm
y Oeten B Bo3pacte 5 n 10 net, cnegoBaTeneHO, CMMNTOMbI MOTYT NPOABUTLCSA Ha Gonee
paHHux atanax passutus (Willatt 2005; Baynam 2006; Ballif 2008; Digilio 2009; Clayton-
Smith 2010; Cobb 2010; Mulle 2010; Quintero- Rivera 2010; Wang 2010; Dasouki 2011,
Levinson 2011; Sagar 2013; Unique).
Heobxooumo HabntoaaTtecsa y Bpayer, YTobbl BbIIBUTL MOBEAEHYECKME aHOManum
Ha paHHel ctagum. Cembyu MOTYT NonyYaTe NOAAEPXKKY Yepes rocyaapCTBEHHbIE UNn
HerocyapCTBEHHble NporpamMmMbl oMoy, [ns 6onee ageKkTMBHOro yxoga mMoryT
pekoMeHAoBaTb cpeny, KoTopasi NOAXOAMUT MogsaM C ayTU3MOM.
“E 6blBaeT TPYOHO COCPEOOTOUUTLCS, Y OHa NOCTOSIHHO MOBTOPSIET 38 CECTPOiA,
y KOTOpOW nerkas doopma ayTnama, 0CO6EHHO HEKOTOPbIE ABUMXKEHUS (QyTOCTUMYNALUS —
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MOBTOPSIOLLMECH KOHTPOMNMPYEMbIE ABVWKEHNS Tena, HalemneHHble Ha nosyYeHve
CEHCOpPHbIX oLLyLeHuit). OHa MoBUT CMOTPETL BUAEO U TaHLEBaTb, MbITAETCS YYUTbCS
UrpaTh Ha ckpunke” — pebeHoK ¢ MuKpoaeneLye

““OH XOpOLLIO NaauUT C CEeMbEil, B LLKOME NMPOXOAMT KypPC MO PasBUTMIO COLIMarbHbIX
HaBbIKOB” — pebeHoK ¢ MUKpoaerneLmen

YT0 eLue HYXKHO 3HaTb?

PasButue: menkasa motopuka (pabota pyk u nx koopamHauums)

Mo AaHHbIM Unique, passutne MenKown MOTOPUKU U 3pMTeﬂbHO-MOTOpHOVI KoopauHauumn
00ObIYHO He HapyLlleHo. HeKOTOpre 0eTn Moryt caMmocTtodaTernbHO eCTb, UrpaTb, OCBanBaTb
HaBbIKA CaMOO6CJ'Iy>KMBaHI/1$I (Op,eBaTbCﬂ, pasaeBaTbCA, CnNpaBnATbLCA C TaKoW CroXKHoMn
OJJ,e)KJJ,OIZ, KaK 6w0Traanep) 1 NoNb30BaTbCA NUCbMEHHBLIMU N Xy 0XXECTBEHHbIMU
ﬂpI/IHa,q.l'Ie)KHOCTﬂMI/I HapaBHe co CBepCTHVIKaMVI.

PocTt

HesicHo, kak Mukpogeneumns BNusieT Ha pocT. BonbLUMHCTBO AeTen poxaakTcs C BECOM,
COOTBETCTBYHLLUM CPOKY OEPEMEHHOCTU, OAHAKO KaxXabli NATbIA BECUT YyTb HUXKE HOPMbI
Npv POKAEHUN UMW BbIPACTaET HMKE CBEPCTHUKOB. TakkKe HESCHO, Kak MUKpoaeneums
BMUSIET HA TEMOCIOXEHNE, HO B LIENTOM KaXXeTCs, YTO BEC B OTHOCUTENbHBIX MPONOpLMAX
HVXXe COOTBETCTBYIOLLIErO pOCTa, NO3TOMY AETW U B3POCIblE CKIMOHHbI K XyA0LAaBOCTU UNn
BblpaXXeHHON xyaobe. N3 aeBaTv B3pOCnbIX, YeW pOCT U3BECTEH, TPOE MYXUUH
HOpMaribHOro pPocTa, a YETBEPTLIV Ha 23 CM HWXKE CBOMX BpaTbeB M Ha 15 CM Hke
cecTpbl-6nm3Heua. Bee naTh XeHWwuH HeBbicokne, poctom 147—154 cm (Digilio 2009; Li
2009; Clayton- Smith 2010; Wang 2010; Dasouki 2011; Unique).

“XyneHbKnii 1 MUHUATIOPHBIN, rornoBa HeborbLuas” — pebeHok

“Ona Ha 10—13 cM HKe CBOMX cecTep M HocuT 35-1 pasmep obysn’” — B3pocnas

KopmneHue

B HekoTOpbIX cryvasix KOPMIEHUE BbI3bIBAET TPYAHOCTU, MOCKOSIbKY OETU COCYT
He4oCTaTOYHO aKTMBHO ANs yOOBneTBopeHus ceBonx notpebHocTten. Mo aaHHeIM Unique,
3TN TPYAHOCTM OObIYHO HEKPUTUYHBI M KPATKOCPOYHbI, OHaKO MaTepy U pebeHKy MOXeT
NoHaZobWTLCS MoaAepKKa Ha paHHUX aTanax KopmneHus. OgHOMY U3 AEBATU MIaOeEHLEB,
Habmogaembix Unique, noHagobunock kopMrieHve Yyepes HasoracTpasbHbIf 30HA: CMECh
U1 CLEXEHHOE rPyAHOE MOSOKO BBOAMIU NO TPYOKe, NPOBEAEHHOM Yepe3 HOC B XKEMYAOK.
OBym opyrm MnageHuam nuua noctynarna yepes TpyoKy HanpsmMyto B XXenyaok
(ractpoctoma). Y psiga geten, B TOM YnCne Y YeTbipex U3 AeBATM nogoneyHbix Unique,
NMencs BblpaXKeHHbI peddsitoke, MPU KOTOPOM MWL U COOEPXKMMOE Xenyaka
noagHMMaroTCcst 06paTHO B MULLEBOZ, BbI3biBasi PBOTY UMK Nonagas B fnerkve, Yto npueoauT
K MHDEKLMSIM AblXaTenbHbIX NyTEN, BKMHOYan acnmpawuMoHHyo MHEBMOHMIO. OgHOMY 13
JeTel NPoBenu Xmpyprudeckoe nedveHne pedrtokca 1 obecnevmni KopmreHue Yyepes
ractpoctoMy. CeMbaM MOXeT NoTpeboBaTLCA A4ONONHUTENbHAS NoAAepXKKa B nepuos,
otny4enuns ot rpyam (Digilio 2009; Li 2009; Cobb 2010; Dasouki 2011; Unique).

MepcneKkTuBbI

MVIKpO/:l,eJ'IeLI,VIVI 3q29 Havanun gnarHoCTtnpoBaTtb CpaBHUTENbHO HE4aBHO, MO3TOMY MOKa
HEBO3MOXHO roBOpUTb O OOJTTOCPOYHbIX NOocneacTBmnaAX. yLWITbIBaFI, 4yTo Yy OonblLUMHCTBA
moneﬂ OTCYTCTBYIOT BPOXXOEHHbIE aHOMalmMm N OHWU, Kak npasuso, 340p0Bbl, MOXXHO
npeanonoXuTb, YTO UX NMPOOOJIKUTESNTbHOCTb XXU3HU 6y,u,eT B npenenax HopMbl. Bbinn
npeueneHTbl, Korga y>ke B3pocrblie Jiogn y3HaBalin 0 Hann4dmn y HUX reHeTn4eckoro
OTKINTOHEHUA NULLb Nocne Toro, Kak Mrukpoaeneuna 3q29 Oblna AnarHocTtmpoBaHa y ux
aeteli unu BHykoB. o gaHHbIM Unique 1 MeanumMHCKon nutepaTyphbl, 3TW B3pociible
yCneLwHo CnpaBnAaAlTCA C pa60T0171, co3garT COOCTBEHHbIE CEMBbW N aKTUBHO y4acTBYyOT

B YKWU3HWN CBOUX ONN3KUX U B KU3HU 06LLI,ECTBa. OJJ,HaKO Ba)XXHO OTMETUTb, YTO Y HEKOTOPbIX
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13 HUX HabnaalTCa 3HaYMTenNbHbIE NPobnemMsl ¢ ncuxudeckum 3goposbeM (Digilio 2009;
Li 2009; Clayton-Smith 2010; Unique).

“OH XMBET C POANTENAMM 1 MOMOTraeT UM Mo X03ANCTBY. MoXeT caM NpurotToBuTs cebe
eny, NpubpaTbcs B JOME 1 NPUCMOTPETh 3a coBakom, Noka poauTenein HeT”’ — B3POCTbI

NMoyemy Tak npousowno?

B 6onbLlumnHcTBE CriydaeB Mukpogeneums 3g29 npomcxogut 6e3 BCAKUX Ha TO NMPUYMH.

B cnyyae, korga aHanu3 KpoBW NOKas3bIBAET, YTO HU OAVH U3 pOAUTENEN He NMeeT
XPOMOCOMHbIX U3MEHEHWI, HO ¥ pebeHka 0bHapyxeHa Aeneunsi, Ucrnonb3yeTcs
reHeTu4eckunii TepmuH de novo (dn). deneummn n mukpoaeneuun 3g29 de novo BbI3BaHbI
cboem, KOTOpbI NPEANONOKUTENBHO NPOUCXOAMUT Ha 3Tane hoOpMUPOBaHUS
cnepmaTo3onga unm sinLekneTkn, NMbo B Nnepsble AHU Nocrie onsoA0TBOPEHNS.

B meguuuHckon nutepatype 1 B nydonukaumsx Unique coobLiaeTcs 0 BOCbMU CEMbSIX,

B KOTOpbIX AeTW YHacnegosanu mukpogeneumo 3g29 ot ogHoro u3 poautenen. B ogHon
13 cemet Mukpoaeneuns 3929 6eina y oTua, HO NPOLEHT NMOPaXKEHHBIX KNETOK Obl 04eHb
HW30K W, KaK CNEeACTBUE, OTKIOHEHUE HE UMENO HUKaKMX NPosiBNeHni. Takoe siBneHne
HasblBaeTcs Mo3anumamoM. MosanLmam MOXET 3aTparMeath Ntobble KNeTKM B opraHuame
(Ballif 2008; Digilio 2009; Li 2009; Clayton- Smith 2010; Petrin 2011; Unique).

Ba)KHO NOMHUTBL, YTO POAUTENN HUKAK HE MOTYT NPEeaOTBPATUTL MNOSIBIIEHNE XPOMOCOMHOIO
n3meHeHusi. I3BeCTHO, YTO HM haKTOPbl OKPYXKatoLLen cpeapl, HU NnTaHue, Hu obpas
XKU3HW HE ABNATCS NPUYUHOM NosiBNneHus mukpogeneunn 3g29. Hukakue gencrens
poauTtenen oo nnm Bo Bpems 6epeMeHHOCTM He MOTN NOBNUATL Ha ee BO3HMKHOBEHNE.

MoxeT nn 3TO NPON3oMNTN CHOBA?

Ecnu y o6oux pogutenen cTpoeHne XpoOMOCOM B HOPME, BEPOSITHOCTb, YTO CreayroLLnii
pebeHoK Takke poamTcs ¢ Mukpogeneuven 329 unm gpyrmm XxpoOMOCOMHbBIM
OTKMOHeHneM, mana. BctpeyvatoTes peakue cnyyam (MeHee 1%), koraa aHanus KpoBu
nokasblBaeT HanM4me 300pOoBbIX XPOMOCOM Yy 060UX pOAMTENEN, HO NPU 3TOM HECKOSIbKO
SALLEKNETOK UM KIETOK CnepMbl cogepxaT Mukpogeneumio 3g29. Takoe sBneHve
HasbIBaeTCA MO3anLM3MOM KINeTOK 3apoAbilleBon nuHun. B aTtom cnyyae y pogutenen
MOTYT POAUTLCS HECKONBKO AETeN C Aeneumnent, XoTa aHanus3 KpoOBY He permcTpupyer
Hannume Kaknx-nmbo XpOMOCOMHbIX U3MEHEHWIA.

B cembsx, roe mykpogeneuus 3929 6eina yHacrnegoBaHa OT pOAMTEns, BEPOATHOCTb
poXxaeHus elle ogHoro pebeHka BHe 3aBUCUMOCTM OT ero nona coctaensiet 50% npu
Kaxxgon 6epemeHHocTN. OgHAKO Kakoe BNUsiHAE MUKPOLENEeUnsl OKaXXeT Ha pa3BuTue,
300pOBbLE U NoBefeHVEe pebeHKa B KaK40M UHAMBUAYaNbHOM CryyYae, TOYHO onpeaeniTb
HEBO3MOXHO, NO3TOMY MPU MIIaHUPOBaHUM CrieayoLLe 6epeMeHHOCTN poanTensiM
crneayet obpaTUTbCs 3a KOHCYMbTaUMEN K Bpady-reHeTHKy.

de™n moero pebeHka yHacrnegyrT MUKpoaeneuuo?

B3apocnble ¢ geneunen 3g29 MOryT CTPEMUTBLCS K CO34aHUI0 CEMbU U BOCMIMTAHUIO AETEN.
Oc06€eHHOCTUN 3TOM aHOManuu eLlle He4OCTaTOYHO U3y4YeHbl, YTOObI AenaTb BbIBOALI O €r0
BNUSTHAM Ha PEPTUITBHOCTb, OAHAKO, CKopee BCero, Npobnem He BO3HUKHET. Mpu nrobon
6epeMeHHOCTM CyLLEeCTBYET BEPOATHOCTb 50%, YTO poauTens C Aeneuven nepeqact ee
pebeHky, un BepoaTHocTb 50%, 4To pebeHok poautcsa 6e3 Hee. CnOCOBHOCTL yxaxunBaTtb
3a pebeHKOM 1 BOCNUTLIBaTb M0 BO MHOFOM 3aBUCUT OT KOrHUTMBHbIX CNOCOBHOCTEN
poouTenen.
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NMoppepxka n nHpopmaums

\ Fpynna nopaepxku cemen ¢ peakumm
XPOMOCOMHbIMU OTKITOHEHUAMM,
The Stables, Station Road West, Oxted, Surrey RH8 9EE, UK
Ten.: +44(0)1883 723356
info@rarechromo.org | www.rarechromo.org

UnidUe

Understanding Chromosome & Gene Disorders

Unique — aTo 6naroTBoputenbHasi HErocy4apCTBEHHasA OpraHu3aLums.
durHaHCcoBas nogaepxka OCyLLECTBNSETCS 3a CYET rPAHTOB U NOXEPTBOBaHUN.
Ecnu Bbl MOXeTe nogaepxaTb Halwy paboTy, noxanyicra, caenante nobon,
Aaxe camblin HebornbLIo 6NaroTBOPUTENbHbIN B3HOC Yepe3 Hall CanT:
www.rarechromo.org/donate [MoxanyncTta, nomormTe Ham NoMoyb Bam!

Be6-canTbl n rpynnbi B Facebook*
®doHa 3g29: https://www.3929.org/

"pynna nogaepxkm 3929: https://www.facebook.com/groups/632474126766733

*npuHagnexuT Meta, 3anpeLleHHoln Ha Tepputopun Poccuiickon depepaumm

[pynna nopaepxku ana pogutenen geten Howmep B peecTpe GrnarotBopuTenbHbLIX
C pPeaKMMU XPOMOCOMHBIMWN OTKITOHEHNAMMN opraHusaumi 1110661
3apeructpupoBaHa B AHIMumM 1 Yansce PernctpaunonHbin Homep 5460413
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