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UcCTOUYHUKMN

Bpowtopa copep>xut
nHbopMaumio n3
MEeNULIMHCKOW NUTEpaTypbi,
6a3bl AaHHBIX XPOMOCOM
Decipher (https://www.sanger.
ac.uk/group/decipher/) n 6a3bl
JaHHbIX rpynnbl Unigue, a
TakXxe pe3ynbTaThl
o6cnenoBaHusa aeTen,
NPOBEAEHHOIO rPynmnom
Unigue. OpvrnHanbHble
CTaTb¥ U3 MEAULIMHCKOM
IUTEPATYPbI U UX aHHOTaLMK
MOXXHO HalTU Ha caWiTe
PubMed (https://pubmed.ncbi.
nlm.nih.gov/) no damunmn
aBTopa 1 gate nybnukaumm,
KOTOpbIEe YKa3aHbl

B 6poLutope. BonblNHCTBO
CTaTelt MOXHO 3anpoCuTb
yepes Unigue.
O6cnenoBaHve AeTeN rpynnown
Unigue 6bino npoBeaeHo
3umon 2013-2014 rr.
(MCTOYHMKOM pe3ynbTaToB
yKasaH Unigue). Ha MoMeHT
COCTaB/EHUS 3TOW BGpOLLIOPSI
(BecHa 2014 r.) y Unigue
66110 9 NMOAOMEYHbIX C
Mukpogeneuuen 19p13.3
BO3pacToM OT ABYX A0 16 neT,
MOAPOCTKOB Cpean HUX ABoe.
B MeauuuHCKON nuTepaTtype
onucaHo 17 cnyyaes
Mukpogeneumn 19p13.13 y
NtoAeri Bo3pacToM Ao 34 feT.
B 6a3e gaHHbIx Decipher ecTb
nHbopMaLma o 22 noasx

C 3TOM MUKPOAENELMEN.
[aHHble 1ccenoBaHNi
Unigue, kak npaBuio, 6onee
NnoApO6HbI, YeM CBeAEHMS,
npeacTaBfieHHble B ApYruX
UCTOYHMKaX, 0CO6eHHO B
Decipher.

Mukpopeneuus 19p13.3

Mwukpogaeneumns — 3TO OYeHb PeaKoe reHeTuyeckoe
3abonieBaHne, Npyu KOTOPOM OTCYTCTBYET KPOLLIEYHbIN
(bparMeHT oiHOM M3 COpOKa LIECTU XPOMOCOM.

B cnyyae mukpogeneumm 19p13.3 peyb nget 06
yyacTtke 19p13.3 Ha 19-# xpoMocoMe (CM. cxeMy

Ha cTp. 3). Mockonbky Mukpoaeneuns 19p13.3
BCTPEYaeTCst peako, UHDoOpMaLMn O Hell He Tak MHOTO.
Ee OTKpbIM HeaaBHO, 1, BO3MOXHO, Y HEKOTOPbIX
J'IIO,Cl,el‘;I npossneHusa 3aboneBaHus BblpaXXeHbl CUJIbHEE,
YeM y Apyrux.

FeHb! 1 XPOMOCOMBbI

Hawe Teno cocrout n3 MunnMapaoB Knetok. B kneTkax
conepxwutcst npuMepHo 20 000 reHoB. OHKM
onpeaensitoT, Kak OpraHu3M AOJKEH pacTy,
pa3BMBaTbCS U PYHKUMOHMPOBaTL. eHbl coaepxaTcs
B XPOMOCOMaX — CTPYKTYpax, XpaHsALWMX reHETUYECK Uit
MaTepwuan, U3 KOTOPOro COCTOST Hawwm renbl (OHK).
XpOMOCOMbI 06bIMHO 06pa3ytoT Napbl: N0 OAHOM
XpPOMOCOME OT Kaxaoro poaurens. [lge u3 46
XpoOMOCcoM — nonoBble: XX (napa X-XpoMocoMm)

Y XeHwuH n XY (oaHa X-xpomMocoma 1 ogHa Y-
XpOMOCOMa) y MyxuuH. Octasmecs 44 XxpOMOCOMbI
ob6pasyioT 22 napbl U HyMepytoTcs oT 1 fo 22,

OT caMoli 60/bWON A0 CaMOM MaNeHbKOoM
COOTBETCTBEHHO. Kaxkgas xpoMoCcoMa umeeT KOpoTKoe
nnedo (p) (oT dp. petit — ManeHbkuiA) 1 aMHHOE (q)
(cM. cxemy Ha cTp. 3).

[ns npaBuIbHOrO pasBuTUS HEO6X0AMMO
onpepenieHHoe KOJIMYeCTBO reHEeTUYECKOro MaTepuana
— He 60nblie 1 He MeHbLue. Ha passutue 4enoBeka,
€ro xapakTep, NOTPeBHOCTM M AOCTMKEHNS BNMSIET Kak
reHeTUUYECKUA MaTepuarn, Tak U cpefa, B KOTOPOM OH
XMBET.

Xpomocoma 19p13.3

Kaxablii yuactok AHK cOCTOUT M3 MUIIMOHOB Nap
OCHOBaHWiA (Merabas, M6), KoTopble 06pa3yHoT reHb!.
YyacTku 19-i1 XpoMOCOMbI MPOHYMEPOBaHbl Mo
HanpaBfeHWIO OT MecCTa, rae A/IMHHOE NieYo
COeAMHSIETCS C KOPOTKMM. MuKpoaeneumnen
Ha3bIBaeTCA OTCYTCTBME y4acTka XpPOMOCOMbI pa3MepoM
MeHee 5 M6. B cnyyae Ha cxeme (cTp. 3) OTCyTCTBYET
y4yacToK Ha KOHLe KOpoTkoro nneya (p) 19-i
XpoMocoMsl. Yuactok 19p13.3 BktoyaeT 6.9Mb Ha 19-
Ol XpOMOCOME. B M3BECTHbIX HaM CllyYasx
Mukpoaeneumm 19p13.3 otcyTtereyeT oT 0,2 go 3,6 M6.
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Tlapst
[lBa npuMepa TUNMYHOW MUKpOAENeLumn ocroanmii
NpeacTaBieHbl HA CXEMe HuXKe: 0JHa 3aTparveaeT
yyacTok pasmepom 0,26-1,25 M6, apyras — 3,74,3
M6.

-1
TunnyHaa mukpoaeneums 1
— 1000 000 (260 000-1 250 000)

— 2000 000
TunnuHas Mukpogeneums 2
-3 000 000
(1 600 000-4 200 000)
— 4000 000
— 5000000 MpuMeyaHue: [aHHble, NpeAcTaB/ieHHble Ha

3TON CxeMe, OCHOBaHbl Ha 19-1 Bepcum
cbopkmn reHoma uenoeeka (hgl9; moapobHee
Chromosome 19 —6000000 ¢y, crp. 4). PesynbTaThl XPOMOCOMHOMO
aHanu3a Balwero pebeHka MoryT 6biTb
— 6900000  ocHoBaHbl Ha Apyroii Bepcum c6opku. Ecim
BaM HyXXHa MOMoLb C paclumdpoBKOW
pe3ynbTaToB aHanusa, obpaTtutecb B Unigue
WM MPOKOHCY/IbTUPYATECH C BpayoM-
reHETUKOM.

Xpomocoma 19

leHeTMuyeckoe TecTMpoBaHue

MMKpO,CI,eJ'IeLl,MM 19-¢ XpOMOCOMbI C/IMLUKOM Maibl, YTo6bl MX MOXHO 6bII0 YBUOETb
[axe B CaMblii MOLLHBIN MUKpOcKon. MonekynsipHas avarHocTuka [HK paet 6onee
TOYHOE MnpeacTaB/ieHne 0 pa3MepPE U NOJIOXKEHNN MUKpoaeneunn. 370 BaXHO AOnisl

MﬂeHTMCbMKaLMM 3aTPOHYTbIX MMKponeneumeﬁ FeHoB.




C noMoLbio MUKPOYMNa MOXHO ONpeaenvTb pa3Mep Aeneuun:

arr [hg19] 19p13.3 (259395-1421222)x1 dn

arr

hg 19

19p13.3

AHanu3 6bl1 NPOBEAEH C NMOMOLLbIO METOAA MUKPOMAaTpUYHOM (arr)
CpaBHWUTENbHOW reHoMHOW rimbpuamnsaumm (cgh)

leHoM yenoBeka, Bepcust cOOpkM 19. 3TO KOHTpPOIbHas
nocnepoBatenbHocTh JHK, ¢ KOTOpOI conocTaBnsoTcs HoMepa nap
OCHOBaHwii B uccnegyemoit IHK. Mo Mepe n3yyeHusi reHoMa YenioBeka
NOSIBNSIOTCS HOBble BEPCUMM COOPKM, NO3TOMY HOMEpa nap OCHOBAHMIA
MOTYT MEHSTbCA.

19-9 xpomocomMa, yyacTtok 13.3 kopoTkoro nneya (p)

259395-1421222

x1

dn

YyacTok nap ocHoBaHui 259395-1421222 oTcyTcTBYeT. Ecimn

13 BTOPOro Yncna BblHeCTb nepsoe, nonayuntcs 1161827
(npubnuantensHo 1,2 M6). 3TO KONMYECTBO OTCYTCTBYIOLLMX Nap
OCHOBaHWN.

Ha yuacTtke 19p13.3 HaxoauTCsl TONIbKO OZiHa KOMWSi Map OCHOBaHMIA,
(06bIMHO MX ABE — MO OAHOWM Ha kaxaol 19-i1 xpoMocome).

(oT nat. de novo — «3aHOBO») MUKPOAENeUus, KoTopasi BO3HMKA
BnepBble 1 He bbina yHacnegosaHa HM OT oTua (pat), HM OT MaTepwm
(mat).

HoBbiii peHOTMN: Yero cnepgyeT oXuaaThb?

Xpomocoma 19 06b1MHO hopMUpYETCS HOPManbHO, M ClyYan MUKpOAEneLmMn peaKu.
Mwukpogaeneuus 19p13.3 aMarHocTMpoBaHa NuLlib Y AEBATU AETEN, 06CnenoBaHHbIX
rpynnoi Unigue. B MeayumnHCKoN nuTepaTtype onncaHo elle 17 cnydaes. (Hurgolu 1984;
Archer 2005; Al-Kateb 2011; Siggberg 2011; de Smith 2011; Souza 2011; Risheg 2011;
Peddibhotla 2013). MockonbKy 4ncno noaBepIKeHHbIX ciyvaeB MUKpoaeneuun 19p13.3
HEBENMKO, NepeyYeHb CUMNTOMOB OCTAeTCs HeMoJsHbIM, 0A4HaKo Haubosiee xapakTepHbl
OTKJ/IOHEHMSI B Takmx cdepax Kak:

KopMmneHue u nuwiesapeHue. Y neteu MOTyT BO3HUKATb AOCTAaTOYHO CEPbE3HbIE
TPYAHOCTHN, CBA3AdHHbIE C KOPM/JIEHUEM U NULLIEBAPEHUEM.

®dusnueckoe pasBuTHe. Y [eTei 4acTo AUarHoCTUPYIOT OTCTaBaHWe B (PU3NYECKOM
pasBUTMK. NHOrAA OHW POXKAAIOTCA MANEHbKMMK, B NEPBLIE MOAbl XM3HU MEIEHHO
pacTyT v HabuUpaloT BeC. Y HEKOTOPLIX r0fI0Ba HECKO/IbKO KpyrHee 06bluHOro. Bo
B3POC/IOM BO3PacTe TENIOC/IOXKEHME 3a4acTyIo XpynKoe.

KpynHasi MOTOpUKa: yMEHMe CUAETb, ABUraTbCA, XO0AUTb. O6bLIYHO AeTH
MeyIeHHee y4aTcs CUMAETb U XOAWUTb, OJHAKO CTeneHb 3aflePXKKuU MOXET
BapbMpOBaTLCS.

Menkas MOTOpUKa: 3pUTE/IbHO-MOTOPHAs KOOPAWHALMS, JIOBKOCTb,
camMoobcnyxuBaHue. PasBuTME MESIKOM MOTOPUKM YacTo MAET MEAJIEHHEE, YeM Y
CBEPCTHUKOB. MpunyyeHne K ropLiKy MOXET NoTpeboBaTh A0MOHUTENbHBIX YCUIUIA CO
CTOPOHbI B3pPOC/IOrO.

S13bIK M peyb. HacTo coobuaeTcs o npobnemax B o6LieHnn n cepbe3HbiX 3aaepxKax
peyeBoro passutus. HekoTopble AeTW NPEANOYMTaOT MCMO/b30BaTh XECThI, a
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He roBopuTb. NOMOYb MOTYT 3aHATUS C NIOrONeaoM U 3proTepanesToM.

O6yueHue. TpyaHOCTU B 06yYEHMM BO3HUKAIOT Y BOMbLUMHCTBA AeTei
C MUkpoaeneuuein 19p13.3, Ho AONONHUTENbHAsA MOMOLLb HY>XHa UM B pa3HoOM
cTeneHn. Ha obyyaemocTb pebeHka MOryT BAMSITb C/IOXKHOCTM B O6LLEHNN.

CeppeuHo-cocyauctas cucreMa. OueHb pacnpocTpaHeHbl Npobnembl ¢ cepaueM,
4YacTo OHM TPebyIOT XMPYPrMYecKoro BMeLIaTeNbCTBa.

3peHune. Yacto BCTpeyaloTcs u npobnembl co 3peHneM. PebeHKy yxe B paHHEM
BO3pacTe MOryT NOHagobuTbCS OUKM UK FNasHas XUpyprus.

Cnyx. Mpu Mukpogeneumn 19p13.3 pacnpocTpaHeHbl NpobnemMbl CO CNyXoM, U
pebeHKy MOXeT noTpeboBaThCs ClyxXOBOKM annapar.

BbepeMeHHOCTb U poAbl

BepeMeHHOCT YacTo NPOXOANAT TSKENO, U AETU POXAAKTCH HEAOHOLIEHHBIMU.

LLlecTb 13 BOoCcEMHaaLaTV AeTeN poannuch NpexaeBpeMeHHo (paHee 37-oi Hepenu). Bec
npy pOXAeHUN M3BECTeH Y 12-1 aeTel, OH KonebneTtca B AMana3oHe oT 1,4 no 4,1 kr, B
cpeaHem — 2,5 kr.

Psin 6epemenHocTelt (10 cnyyaes u3 18) npoTekan C OCMOXHEHUSIMU: ManoBoame (Manoe
KONMYECTBO OKONIONNOAHBIX BOA, 2 cnyyas), 3BYP (3ageprkka BHYTpUyTPOOHOro pa3sutus
nnoga, 2 cny4yas), npeHaTasnbHoe BbisiBNieHe npobnem c cepaueM mnm noykamu (3
Cnyyasi), NoBbILEHHOE KPOBSIHOE AaBrieHne y MaTepu (1 ciyyaid) u CHKeHve
noaswxkHocTn nnoga (2 cnyyas) (Hurgolu 1984; Archer 2005; Al-Kateb 2011; Siggberg
2011; de Smith 2011; Souza 2011; Risheg 2011; Peddibhotla 2013; Unique).

MepBble MecsLbl YXU3HU

Mpw poxxaeHun Ha MyUKpoaeneunio 19p13.3 MoryT yKasbiBaTb YepThl iMLa, MOPOKKM cepaua,
TMNOTOHMSI (HU3KUI MbILLIEYHBIN TOHYC), HM3Kasl Macca Tena v TPYAHOCTM MPU KOPMJIEHWN.
Tam rae 6annbl no wkane Anrap (pecsatnbanibHas cMCTeMa OLEHKN COCTOSIHMS
HOBOPOXAEHHOTO) 6bIfM U3BECTHBI, OHX B OCHOBHOM Hax0AWIMCb B npefenax HopMbl, XOTS
Yy OAHOMN [EBOYKM OKa3asiMCb HU3KMMU — «3» yepes MUHYTY M «5» yepes nsaTb MUHYT
nocne poXxaeHus.

Poabl 66111 NpexxaeBpeMeHHbIMK B 6 cnyydasix u3 18. Mpu TpyAHOCTSIX C NMUTAHWMEM UK
[bIXaHWEM MJiaAeHLIEB NMOMELLANn B OTAENEHNE UHTEHCUBHOM Tepanun. OauH pebeHok,
o6cneaoBaHHbI rpynnoi Unigue, poavncs Ha 32-1 Hedene 1 NpoBes B OTAENEHWUN
MHTEHCMBHOW Tepanun 10 Hefenb. B Bo3pacTe 3-x Heaenb eMy CAeNany onepaumio no
yCTpaHeHuto nopoka cepaua (OTKpbITbIM apTepUasibHbii IPOTOK — cM. pasaen «CepaeyHo-
cocyauctasl cucteMa», ctp. 15). Mpo6ieMbl C KOPMIEHUEM NMPUBENN K Pa3BUTUIO TSXKENON
dopmbl pedriokca, NpU KOTOPOM XefyAouHast KUCoTa BO3BpaLLaeTcs B MULLEBOA.
Onepauus Ha xenyake 6bina NnpoBeaeHa B BO3pacTe BOCbMU Hefenb (CM. pa3gen
«KopmneHnve v nuweBapenve», cTp. 6). Y apyroro pebeHka npu poxxaeHum
[AVNarHoCTMpOBaM HECKObKO nopokoB cepaua (Archer 2005).

Y opHoro pebeHka Habnogancs ny3bIpHO-MOYETOYHMKOBOMO pedrioKC, MPu KOTOPOM
npoucxoauT 06paTHbIN TOK MOYM U3 MOYEBOTO My3bIpsi B BEPXHME MOYEBbLIE NMyTU. B nerkux
CNyYasx Takow pedniokc He TpedyeT XMPYPrMyeckoro BMeLLATeNbCTBa, 0AHAKO B 3TOM
cny4yae onepaumsi notpeboBanack. Ewe ogHy onepaumio eMmy nNpoBenun Aisl ieyeHus
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rmnocnaamm u uckpveneHus nonosoro uneHa (Risheg 2011). M'nocnagmst — OTKIOHeHWe,
npy KOTOPOM Hapy>Hoe OTBEPCTME MOYEUCNYCKATENBHOMO KaHana CMeLLaeTcsl BHU3
OTHOCUTENBHO HOPMaslbHOrO0 AaHAaTOMMYECKOTO MOJI0XKEHUS.

LecTtepbiM MnageHuam notpebosanacb
AblxaTenbHas noanepXxka B cTauuoHape
(Archer 2005; Siggberg 2011; Souza
2011; Risheg 2013; Peddibhotla 2013;
Unique).

KopmneHue n nuuieBapeHue
Y MHOMVX AeTeil BO3HWKAOT TPYAHOCTU C
KOPMJIEHWEM W MULLIEBAPEHMEM.
HekoTopble 13 HUX TPebytoT
XMPYPrUYECKOrO BMELLATENbCTBA.
TpyOHOCTU C KOPMIEHMEM U
nuLLeBapeHneM BO3HMKAM B 14 u3 23
cnyyaeB (Hurgolu 1984; Al Kateb 2010;
Risheg 2013; Peddibhotla 2013; Unique).
pyaHoEe BCKapMMBaHWE 3aTPYAHEHO, YTO MOXET 6biTb CBA3AHO C TeM, YTO pebeHoK
HeMpaBW/IbHO 3axBaTbIBAET rPyAb M HEe MOXET cocaTb m3 ByTbinodkn (Unique). Y oaHoro
pebeHka B BO3pacTe roAa M YETbIPpeEX MeCSILIEB BbISIBUIM HU3KYHO NOABWKHOCTb S3blka Npu
rMoTaHUM M NPO6NEMbI C NEPEXEBLIBAHUEM TBEPAOW NULIM. TPYAHOCTM COXPaHUUCL A0 4-
x net (Peddibhotla 2013). osonbHo YacTto pebeHok He HabupaeT Bec. MHoraa Tpebyetcs
BbICOKOKaNOpWiHBbIA npukopM (Al Kateb 2010; Unique). YacTo BCTpeyaeTcs XesyaouHo-
KMLLIEYHBIV pedsioKC, NPy KOTOPOM KUCIOTa U3 Xenyaka NoAHUMaeTcs B nuuieso. Mpu
5TOM BO3HMKAET OLUYLLEHNE XOKEHUS (M3Xora). [Ans neyeHns pedniokca u apyrmx
npob6nem C nueBapeHneM MoXeT NoTpeboBaTbCs XMpyprudeckoe BMellaTenbcTeo (6
cnyyaeB u3 23) (Hurgolu 1984; Al Kateb 2010; Risheg 2013; Peddibhotla 2013; Unique).
OpHoW aeBoYKe NPOBENM NanapoCKONMUeckyto dhyHAoNMKaumMo no HucceHy —
MaJ/IOMHBA3MBHYO OMEPaLMIO ANsl YCTPaHEHUSI M3XKOTW, BbI3BAHHOM pedritokcoM. lMocne
[eBOYKE YCTaHOBWM racTpocToMy. MactpoctoMmnyeckast Tpybka (G-Tpybka) BBoAUTCA
HEMOCPEACTBEHHO B XENyA0K Yepe3 HpIoLWHYH0 MooCTb, Tak obecneyvBaeTcs
Heobxoaumoe nutanue. K 23-M MecsiuaM aeBouka Habpana Bec M NPoAEMOHCTPUpPOBasa
3HauuTenbHbIe yayyweHus B pa3sutum (Unique).

[pyryio 1EBOYKY B BO3pacTe [BYX C NOJSIOBMHOM NIET BCE €LIe KOPMUIN Yepe3 30H[,
HECMOTpPS Ha TO, YTO OHa Havana HabupaTb Bec. TPyAHOCTU NpU KOPMEHUN Bbln
BbISIBNIEHbI C 23-AHEBHONO BO3pacTa, Koraa AeBOYKE MNOCTaBWUIM AMArHO3
«TpaxeonuLIeBOAHbIA CBULL TuMa H». TpaxeonuweBoAHbIN CBULL GOPMUPYETCS BO BPeMs
BHYTPUYTPOBHOrO pa3sutus pebeHka, Korga NULEBOA M Tpaxesl He pasfensioTcs U Mexay
HUMK 0bpa3yeTcs kaHan. MoTpeboBanock XMpypruieckoe BMeWaTeNbCTBO U yCTaHOBKaA
ractpoctombl (Peddibhotla 2013). MNactpocToMuyeckyto TpybKy yCTaHOBWIN eLle 0AHOMY
nogoneyHoMmy Unigue B nepnos HOBOPOXXAEHHOCTWU. brnarogaps Tepanun KOpMIieHne
ynyywmnocb, 1 B Bo3pacte 1 roga u 4-x mecaues Tpyobky yaanunu.

AHOManuM pasBuUTKS KMLIEYHMKA MOTYT ObIThb BbisiBNEHbI BO BpeMsi Y3W nnoga win cpasy
nocrne poxaeHusi. Y AByX AeTel 6bl1a KUWeYHasi HENpOXoAMMOCTb U MM NOTPe6oBaIoch
XMpypruyeckoe BmeLatenbcTso (Siggberg 2011; Risheg 2013). Y gpyroro 6binvM cuMnToMbl
CUHAPOMA KOPOTKOW KMILKM — OTKJIOHEHWSI, MPY KOTOPOM OpPraH13M He MOXET yCBauBaTb
JIOCTaTOYHOE KOJIMUECTBO XMUAKOCTU U NUTATENbHBIX BELLECTB, MOTOMY YTO YacTb TOHKOM
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KMLIKW OTCYTCTBYET MK He yHKLMOHUPYET A0/KHBIM 06pa3oM. OH nepeHec yeTbipe
onepaumm Ha kuweyHuke (Unique). Y oaHoro pebeHka pasBuics HEKPOTUYECKMIA
SHTEPOKOJIUT, NPY KOTOPOM BOCMANSIETCS M OTMUPAET YUACTOK KULLEYHOM CTEHKM.
MoBpeEXAEHHbI Y4acToK yaanunu xupyprudeckum nytem (Peddibhotla 2013). 3anop
BCTpeYarsics y 0HOro u3 nogoneyHsix Unigue.
“OH He Mor KyLwaTb K 0TCTaBan B M3MYECKOM pasBuTMKU. bnarogaps Tepanum
KOPMJIEHUE YNYYLLMIOCh, U B TOA U YeTbIpe eMY yAanuImM ractpoctoMy. Toraa oH en
TO/bKO MtopeobpasHyto nuily, Ho B 2,5 roaa Havan ecTb 06blyHyt0 eay. Mbl X0AMM Ha
0paNibHO-MOTOPHYH TEPANMI0 KaXzayto HeAento, YTobbl nyulle ectb U NuTb. Celivac oH
YyBCTBYET cebst xopoluo, HabupaeT Bec” — 3 roga.
“OHa 0YeHb MeanuTenbHas, U KyLllaeT ToXe A0Nro. JMeTonor NnocoBEeTOBas HaM
MOBbLICUTb KAIOPUMHOCTb MOJIOYHOW cMecn™ — 5 seT.

Ecnu B 30He Aeneumy HaxoauTcs reH STK11, pebeHka MOryT HanpaBwTb K
ractpoaHTeposory (CM. pasgen «TeKyLuue uccnegoBaHns» Ha cTp. 23), NOCKOJIbKY noTeps
3TOro reHa MOXeT Bbi3BaTb cuHAPoM lMeita — Erepca (CME) (Souza 2011; Unique). Y
60/bLUMHCTBA Ntofei ¢ Mukpogeneunein 19p13.3 yuacTok, Ha KOTOPOM PacrosIOXeH reH
STK11, He 3aTpOHYT. Hannume unun yTpaTy 3TOro yyacTka rnokasblBaeT pesysbTaT
MaTpUYHOW CPaBHUTENbHOM reHOMHOM rMbpuamsaumm (cM. cTp. 4). Ecnm yyacTok yTpadeH,
NpOBOAUTCA K/IMHUYECKOE uccnefoBaHve ans BoissneHns CriE.

Kak npaBuno, cMMnToMbl NPOSIBAAIOTCA B AETCKOM BO3pacTe B BUAE CUMHWUX WU TEMHO -
KOPWYHEBbIX MATHBIWEK, COCPEA0TOYEHHbIX MPEUMYLLECTBEHHO BOKPYr pTa M Ha rybax, Ha
nanbuax pyk unu Hor (cM. pasgen «KodxxHble MOKpOBbI» Ha CTp. 19). [pyruMm npusHakom
ClE saBnseTca pa3BuTME MOJSUIMOB B XXEJTy0YHO -KULLEYHOM TPaKTe, KOTopble MOryT
BbI3blBaTb KPOBOTEYEHUS, KULIEYHYIO HEMPOXOAMMOCTb M NMPeapacnosioXXeHHOCTb K paky.
CumnToMbl 3a6oneBaHni XKT nosiensioTcs B cpeaHem B 10 net. Mocne 25 net
pekoMeHayeTcs NpoBOAMTL AMArHOCTMKY ABa pasa B roa.

dusmnueckoe pa3BuTue

Y peTelt 4acTo AMArHOCTMPYIOT OTCTaBaHue B (pM3MYeckoM pa3Butuun. VIHoraa oHu
POXXAAOTCA HEJOHOLLEHHBbIMY, B NEPBbIe roAbl XXM3HW MeASIEHHO pPacTyT U HabupatoT Bec.
Y HEKOTOPbIX r0I0Ba YyTb KpyrnHee 06blMHOr0. Bo B3poC/iioM Bo3pacTe TeNOCI0XKeHNe
3a4acTyto XpynKoe.

Y meteit ¢ Mukpoaeneuvei 19p13.3 nokasaTenn Beca U pocTa YacTo HaxoAaATCS

Ha HWKHe rpanuvue HopMbl (12 cnyyaes u3 23) (Hurgolu 1984; Archer 2005; Al-Kateb
2011; Siggberg 2011; de Smith 2011; Souza 2011; Risheg 2011; Peddibhotla 2013;
Unique). Hu3kue nokasaTesin MOryT COXPaHSATbCS M BO B3pOC/IOM BO3pacTe, KaK Y 0AHOW
23-netHein peBywku (Risheg 2013). HekoTopble AeTV MOIYT A0 TPEX NIET OTCTaBaTb OT
CBEPCTHUKOB, HO YXe K YeTblpeM rojaM HabpaTb CpeaHuii nsi CBOEe BO3pacTHOM rpynrbl
Bec (Al Kateb 2010).

PocT 1 Bec aBoMX peTelt 6biim Bhllle, YeM y CpeaHecTaTUCTUYeckoro pebeHka 6e3
Mukpoaeneumm (de Smith 2011; Risheg 2013). OgHOMY U3 HUX B paHHEM AETCTBE
AVNarHoCTMpPOBaM OXUPEHME, KOTOopoe coxpaHunocb Ao 15 net (de Smith 2011).

Pa3mep rosioBbl y HEKOTOPbIX AeTel yBennyeH (8 cnyyaeB u3 23); y YacTu AeTen,
Hao60poT, rosioBa MeHbllero pasmepa (5 cnyyvaes u3 23) (Hurgolu 1984; Archer 2005; Al-
Kateb 2011; Siggberg 2011; de Smith 2011; Souza 2011; Risheg 2011; Peddibhotla 2013;
Unique).

PazHble TeMnbl PU3MHECKOrO Pa3BUTMS MOTYT ObITb CBSI3aHbl C PACTOIOXEHNEM
MUKpoAeneLmmn Ha yyactke 19p13.3 uam 06bl4HOM BapuaTUBHOCTBIO CUMITTOMOB.
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KpynHasa MoTOpMKa: yMeHMe CUAeTb, ABUraTbCs, XOAUTDb
O6bI4HO AeTM MeasIeHHee yyaTCs CMAETb M XOAWTb, OAHAKO CTerneHb 3aA€PXKKN MOXET
BapbMpOBaTbCS.
HekoTopble MeieHHee y4aTcsl XoauTb. TUMMYHO pa3BMBalOLMECS AeTh 6e3 XpOMOCOMHbIX
QHOManuiA, Kak NpaBwUno, MOryT CUAETb 63 MOCTOPOHHEN NOMOLLIY B 7 MECSLIEB U
HauMHAlOT XO04WTb B BO3pacTe OT 9 MecsueB A0 nosyTopa feT.
3TOT acnekT Mano OCBELLEH B MEAULIMHCKOWN NuTepaType, oaHako y 14 u3 17 yenosek
3admKCcMpoBaHa 3ajepkka o6bLiero passuTis, YTo B TOM YMC/e Noapa3yMeBaeT 3a4epXKKy
B Pa3BMTUM HaBbLIKOB KPYMHON MOTOPUKW. HanpuMmep, y 0AHOrO ABYXNETHErO0 MasibyvKa
HaBbIKM KPYMHOM MOTOPUMKK BbinM pa3BUTbl HA YPOBHe roaoBanoro pebeHka (Siggberg
2011). [pyroi ManbumK Hayan cuaetb 6e3 NoOCTOPOHHel noMowm B 10 MecsLeB, nonsaTtb
B 10-12 mecsaues v xoanTb B 1 roa n 7 mecsues (Archer 2005). OagHa aeBoyka Havana
cupeTb B 11 mecaues n xoguTb B 1 roa u 3 Mecaua (Risheg 2013). [pyras gesouka B 1
roa v 9 MecsiLeB MOr/ia NEPEBOPAUMBATLCS U XOANUTb C NMOAAEPXKKOM, HO HE YMena Mnon3aTb
(Al-Kateb 2010). OavH mManbumk Hadan xoautb B 1 rog u 8 mecsueB (Risheg 2013), ewe
0AVH — TOoNbKO B NATb nieT (Souza 2011).
YacTo BCTpeyaeTcs MblleYHasi TMMOTOHMS (CHWKEHHbIN TOHYC MbILL ), 0COH6EHHO
Y HOBOPO>AEHHbIX 1 B NepBble roabl Xu3Hu (17 cnyuaes u3 23) (Hurgolu 1984; Archer
2005; Al-Kateb 2011; Siggberg 2011; de Smith 2011; Souza 2011; Risheg 2011;
Peddibhotla 2013; Unique); y oaHOro nogpoctka TOHYC OCTaBasCs NMOHWKEHHbIM U B 16
net (Archer 2005). Y ofHov aAeBoYku B 2 roga hukcMpoBanm ciabocTb B N1EBOM CTOPOHE
Tena u HeyctoiumByto noxoaky (Risheg 2013).
3ajep>kka B pa3BuTUM Habntoganach y 60MbLUMHCTBA noaoneyHbix Unigue (8 u3 9 peteit).
Y Tpoux aeTen 3apepxka bbina BblpaXkeHa B CUbHOM hopMe, OAMH U3 HUX B MSTb C
MOJIOBMHOW NET BCE eLle He yMen xoauTb. Mo coobLueHnsiM poauTtenei, et HaumHam
cvpeTb B 10 ¢ nonoBuHoi Mecsiues, 1 rog u 1 mMecsid, 1 rog v 2 Mecsua wnm 2 roga,
non3atb B 1 roa n 3 mecaua, 2 roga wim 2 roga u 6 mecsiues u xoamtb B 1 roa n 8
Mecsues, 1 roa u 11 mecaueB vnm 3 roda. Bo MHOrMX ciy4vasix pa3suTuio ABUraTesibHbIX
HaBblkOB MoMoraeT dundeckas Tepanus (Unique).
“EMy ceiyac 2,5 rofia, 1 OH TOJIbKO Havan nonsatb. EMy HpaBWUTCS XOAUTb C YbeN-TO
NOMOLLbIO, AepXKachk 3a 06e pyku, 1 nonzatb Bokpyr mebenun. OH nbiTaeTcs 3abpatbCs Ha
YTO-HMOY b, HO MOKa He nosny4yaetcs.”
“Mbl x04MM Ha u3MoTepanuio pas B Hegento. PaHblue npu xoabbe oH Hocwn opTe3bl
[U1S1 TONIEHOCTOMHbBIX CyCTABOB, HO Ceryac XoauT 6e3 HMX. Y HEero ecTb TpeHaxep Ans
X0Ab6bl. X0AMTb MOKa He MOJly4YaeTCs, HO eMy HPaBUTCS B HEM CTOSTb.” — 3 roja

““lA3-32 NOBbILLEHHOMN MMBKOCTM CYCTaBOB OHa OTCTaeT OT CBEPCTHUKOB” — 5 neT

“OHa 3HauUMTENbHO OTCTaBana B U3MYECKOM pa3BuTuK. Ei yxxe noutn 10 neT, HO oHa
BCe elle KaTaeTcsl Ha YeTblpexkoecHOM Benocunese. M3-3a gucnpakcum y Hee
HapyLleHa KoopAnHauus, ABMKEHWSI 4YacTo HeoBKME U MeasieHHble.”

Menkasi MOTOpUKa: 3pUTEeNIbHO-MOTOPHass KOOpAUHaLMS,
JIOBKOCTb, CaMoo6cny)xmBaHue

Pa3BuTre MenKoM MOTOPMKMN YacTO MAET MeAJIeHHee, YeM Y CBEPCTHUKOB. MpuyyeHue K
FOpLUKY MOXET NoTpeboBaTh AOMOJIHUTENbHBIX YCUUIA CO CTOPOHbI B3POC/IOrO .
3afepXKa B pasBUTMM MESIKON MOTOPUKM YacTO BCTPeYaeTcs Y NoAonedHbix Unigue v
YMNOMMHAETCsl B MeauumuHcKkon iutepaTtype (Hurgolu 1984; Archer 2005; Al-Kateb 2011;
Siggberg 2011; de Smith 2011; Souza 2011; Risheg 2011; Peddibhotla 2013; Unique). B
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PaHHEM BO3pacTe NOMOraeT aprotepanumsa n dJVIBVIl-IECKaF! Tepanus.

OpgHa geBouka B ABa roga He ymena 6patb npeaMeTbl 60/bWMM U yKa3aTeNbHbIM
nanbuamu (MHUETHbIN 3axeaT) (Al Kateb 2010). Mo pesynbTaTtaM 06cnenoBaHms aApyron
[EBOYKM, B YETbIPE rOAa €€ HABLIKU MENIKOW MOTOPUKM OTCTaBasu B PasBUTUM MPUMEPHO
Ha roa (Unique).
“OH He TAHYCS 3@ UrpyLLUKaMun U He urpan C HAMK NoYTK Ao roga. Ceyac oH ymeeT
CK/aablBaTb UIPYLIKKN B KOPOOKY M AoCTaBaTb WX OTTyAa. MOXET eCTb JIOXKKOW, HO C
YbEeW-TO NMOMOLLbI. HenpaBuibHO AEPXXWT KapaHaall U He YMeeT ABWUraTb OAHWM
nanbLeM He3aBUCUMO OT APYruX. Mbl XOOMM K 3proTepaneBTy Kaxayto Hepeno” — 3
roga
““OHa NoOHeMHOry HauyMHaeT CaMOCTOSATENbHO MOJSIb30BaTbCA CTOI0BLIMU Npubopamu, HO
He ymeeT pe3aTtb eay” — 5 ner

“Merkast MOTOpPVKa Y Hee pas3BuTa MIoxo. EM He XBaTaeT cui MOBOpauMBaTh PyyKy Wn
K04, YTO6bl OTKPbITh ABEPL. [OYepK y Hee 0YeHb KPYMHbIM, BbIBOAUTL ManeHbKue
6ykBbl He nonyyaetcs” — 10 net
[JeTam vacto 6biBaeT TPyAHO CaMOCTOSTENbHO YMbIBATLCA M OAEBATLCA, OHU MO3XKe
CBEPCTHMKOB MPUYYaoTCs K ropLuky . OavH pebeHOK Hayuuncs CaMOCTOSTENbHO XOAUTb Ha
rOpLUOK AHEM TOJIbKO K NATU rodaM, HO B 14 neT Bce elle He Npockinasncs B TyaneT HOoYbio
(Souza 2011).

“OH HOCWT MOArY3HWUKM, BCE eLle He YMEET CaM YNUCTUTb 3ybbl, 04eBaTbCs M yMblBaTbCH™
— 3 roga

““OHa nepecTana HOCWUTb MOAry3HUKM B YETbIPE C MOJIOBUHOM roga. OaeBaThCs U
pa3aeBaTbCsl YMEET, HO MHOTAA HYXXHO MOMOYb. 3ybbl OHa MoKa caMa He uncTut” — 5
net

“Co LWHYpKaMuM U NpsXKaMm OHa NoKa He CrnpaBAseTcs, 3aTo YMeeT 3acTervBaTth
MyroBuLbl, CAMOCTOSTENIbHO OAEBAaTLCA U YACTUTL 3yObl. MpUYEChIBAaTLCS Mbl el
nomMoraem. Mol IBaXkabl MPOXOAWM KYpC Tepanum, Ytobbl M36aBUTLCS OT HEAEPKaHUs, U
Tenepb OHa HOPMaJslbHO MOJIb3YETCS TyaneToM U AHEM, U Houblo” — 10 net

A3bIK K peyb

YacTto coobuaetcs o npobnemax B 06LeHnn 1 cepbe3HbiX 3a4epiKKax peyeBoro passuTus.
HekoTopble AETU XXECTUKYNMPYIOT, @ He roBopST. MOMOYb MOMYT 3aHATUS C IOrONeaoM M
3proTepanesToM.

[eTn MOryT HayaTb rOBOPUTb 3HAYUTENBHO MO3XKE CBOMX CBEPCTHUKOB (12 cnyyaes u3 23)
(Hurgolu 1984; Archer 2005; Al-Kateb 2011; Siggberg 2011; de Smith 2011; Souza 2011;
Risheg 2011; Peddibhotla 2013; Unique). CokpaTuTb 3aep>XKy peyeBoro pasBuTus
MO>HO, €C/IM HaYaTb 3aHMMaTbCs C slioroneaoM B paHHeM Bo3pacTe (Risheg 2013;
Peddibhotla 2013). Y oaHoro Manbuvka B 4 Mecsila NoYTH He 6bl10 BOKanMsauui, K ABYM
roflaM ero HaBblKM KOMMYHMKaLWI pa3BUINCh A0 YPOBHS rofosanoro pebeHka. (Siggberg
2011). [pyroi Manbumk B 2 roia TONbKO Hayan BbIrOBapuBaTh OTAENbHbIE CIOBa. Peub
CTana BHATHOM K 3—4 roaaM, a B 6 JIET OH yXe MOXET noaaepxueatb pasroBop. (Risheg
2013). Ha momeHT HanucaHus 6poLtopbl 6611 M3BECTHBI ClyYan, Korga pebeHok Bce elle
He Mor roeopwuTb B 3 roga (Unique), B 4 roga (Peddibhotla 2013), n B 5 ¢ nonosuHon net
(Unique).

Ecnn pebeHok Mano roBOpWT, MOXHO UCMOJIb30BaTb S3bIK XXECTOB U KapTouku PECS
(KOMMYyHMKaUMoHHas cucteMa obmeHa nzobpaxeHusamu) (Unique). PECS — 310 MeToa
KOMMYHMKauum, korga pebeHok yuuntcs obwatbcs ¢ cobecegHMKOM, nepegaBasi eMy
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KapTO4KK C M306pa)KEHVIFIMVI. 3TOT W Apyrve MeToapbl aﬂbTepHaTMBHOVI KOMMYHUKaLUun, B
TOM 4UCNE A3bIK XXECTOB, MOXHO UCMOJ1b30BaTb NMapasuiesibHO C pa3BUTUEM pPEYU, a HE B
KayecTBe €€ 3aMeHbl.

“YT06bI NPUBMEYL BHUMAHWE, OH «XPIOKAET» WU «CKYNUT». Mbl obLiaemMcs npy noMoLm
KapToyek, HanpuMep, NokasblBaeM WrpyLKU U edy, U OH BbIBUPAET, YTO M3 3TOr0 XO4eT
6onblie. CoBa OH He FOBOPWT, XXECTbl TOXKE HEe UCMOJb3YET, XOTs Mbl NMpoboBanM Tak
obuwartbca. EMy 6onblue HpaBuTtcs BbibupaTh” — 3 roaa

“B MnageH4ecTBe OH He neneTasn. Mbl Ha4Yaan NOb30BaTLCS A3bIKOM XECTOB MPUMEPHO
B [Ba ro/ia, TOraa OH yMes roBopuTth YeTbipe crioBa. Cellyac OH roBOPUT HEMOJTHLIMU
npeanoXeHNsIMK, HO MHOrAa nyTaeTcs. EMy Tsxeno 3anoMuHaTb HOBble crioBa. OueHb
MOMOTaloT A3bIK XECTOB M KapTouku PECS” — 5 net

““OHa MOXeT pa3roBapuBaTh M CTPOUTb MOJIHbIE MPEANIOXEHNS, HO YacTO MOBTOPSIETCA U
C TPYAOM MoA6vpaeT HyXHble CrioBa. EN Tshkeno aaetcs 3ByK «i». CHavana Mbl
o6Lwanuck Xectamu, HanpuMep, Koraa en xotenocb nutb”— 10 net

NoBeaeHune
B ocHOBHOM feTH ¢ MuUKpoaeneLumen 19p13.3 nerko paaytoTcs U yBNEKaTCa pasHbIMK
3aHATUSIMU, OAHAKO BO3MOXHbI MPOSIBIEHNS TPEBOXHOIO WM arpeCCMBHOTO MOBEAEHMS,
npo6nembl € 06LEHMEM.
Y HEKOTOPbIX AETEN 3aMeYeHbl TPEBOXHOCTb M arpeccusi, HO Tak Kak Takux Cllyyaes Marso,
a [eTn B OCHOBHOM MOKa MajieHbKue, HesICHO, HAaCKOJ/bKO YacTbl 3TW NPOSIB/IEHNS
MWKPOAESeLMN N A0 KAKOrO BO3pacTa MOryT COXPaHUTbCS. TPEBOXHOCTb MHOIAA MOXET
6bITb CBSI3aHa C TPYAHOCTAMU B 06LeHun. Mpobnembl B noBeaeHNM B OCHOBHOM M3y4anu
cneunannctel Unigue. HeCKOMbKO ClydyaeB YNoMsiHYyTO B MEAWULMHCKOW nuTepaType:
cunbHas 60513Hb HE3HAKOMLIEB Y AEBOYKM
4-x net (Peddibhotla 2013), camonoBpexaatoLiee NoBeaeHWe, arpeccust U BCMbILWKK FHeBa
y nesouku 12-u net (de Smith 2011), cnabo pa3sBuTble HaBbIKW COLMANBHOM
KOMMYHMKauumn y nogpoctka 16-u net (Archer 2005), 6unonspHoe addekTBHOE
paccTpolictBo (BAP) y 34-netHero B3pocnoro (Peddibhotla 2013). BAP okasblBaeT BAMSIHUE
Ha 3MOLMOHasIbHOE COCTOSIHME YenoBeKa. ITO PacCTPOCTBO COMPOBOXAAETCS
nepenagamun HaCTpOEeHus, OT Aenpeccum 40 CBepXakTUBHOMO M BO36yaAuMMOro mmm
MaHWaKaabHOro noBeaeHws.
B noBceagHeBHOM MoBefeHWN MOTYT 6bITb CNOXHOCTU. Poautenu nogoneyHsix Unigue
ONMUCbIBanM TPEBOXHOCTb Yy AETEN U TakXKe paccKkasblBa/iu, YTo MHOrAa AeTu 6epyT B poT
v xytoT npeameTsl (Unique).
“OHa CM/IbHO BOJIHYETCSl, 0COBEHHO KOTAa el NpUXOAMTCS C KEM-TO 06LWaThCs, He MOXET
ocTaBaTbCsl 6e3 poauTeneil. Eii Hy>xHO, YTOBbl KTO-TO Bceraa 6bi PsSAOM, @ MPYBbIYHbIE
puTyasnbl He HapyLluanmcb. Koraa 4eM-To pacCTpoeHa, MOXET Pa30o3/MTbCsl, HayaTb
ApaTbca U Wwmnatbes” =5 net
“O6bLwaTbCs el 0UeHb CoXHO. Kakoe-To BpeMs OHa OTKasblBaslacb rOBOPUTb CO BCEMMU,
KpOMEe CeMbM — MOXOXE Ha CENEKTUBHbIA MyTU3M. Mbl ABaXkabl NPOBEPS/INCE Ha
paccTpoKCTBa ayTUCTUYECKOTO CMEeKTPa, HO AMarHoCTMKa He Aana MoJsHOLEHHbIX
pe3ynbTaToB U3-3a Npobnem B KOMMyHuKauum” — 5 net
“OHa 6bIBaeT 0YeHb HemocneaoBaTeNbHOW B MOBEAEHWUN: TO SHEPTUYHOM, TO BSIION.
MHorga BonHyeTcs, npuumHseT cebe Bpes (KOBbIpSIET paHKu, Hanpumep), coceT
npeaMeThbl UM 31IMTCS, TONIKAeTCs. Tak OHa pearvpyeT, KOraa ee ApasHaT, Win Koraa
OHa 4ero-To He NoHuMaeT. CnuT oYeHb 6ecnoKoWHO. Mo Pa3BUTUIO HaBbIKOB 06LLEHNS
OHa OTCTaeT OT CBEPCTHNKOB, MO3TOMY el KOM(OPTHEE C AETbMM, Y KOTOPbIX TOXE eCTb
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3a4epxkn. Bcerga paja BcTpeyam ¢ Apy3bsMu. [leT ee Bo3pacTa B OCHOBHOM ee He
3HAKOT UM He 06LLaloTCs € Hell. B 0CHOBHOM OHa NOWT MrpaTh OfHa M TOSIbKO U3peaka
urpaet c apyrumm aetbMun” — 10 net

PoauTtenu oaHoM 13 nogoneyHbix Unigue pacckasanm O CEHCOPHBIX HAPYLLEHUSIX:
““Y Hee MOBbILWEHHAs YyBCTBUTENbHOCTb, HaNpuUMep, KOraa MOEeM rofloBy WMAN CTPUXKEM
BOJIoCbl. Hago Bce aenaThb akkypaTHo” — 5 net

BoT, uTo 06bI4HO HpaBuTca getam (Unique):
“EMy HPaBUTCS U3y4aTb WUIPYLUKK, KOTOPbIE CBETATCS WM U34AIOT Kakune-HUbyab 3BYKW.
Ewe nobuTt MAYMK 1 My3blKanbHble MPUIOXKEHWS HA MaHweTe. Mbl pasbirpbiBaeM
[EeTCKMe CTULLKMW MO POJNISIM UK NOeM Ux noA My3biky” — 3 roja.

“Y Hee 6oraTtoe BOO6paXKeHMe, HO OHa B OCHOBHOM MrpaeT cama ¢ coboit. Yacto
MOBTOPSIET OAHO M TO Xe. Euwle el HpaBuTCst pucosatb” — 5 net
“OHa mobuTt nnaeaTb, KaTaTbCs Ha Kadensx, npbiraTb Ha 6aTyTe n urpaTe C AOMALIHUMK
XMBOTHbIMM (y Hac cobaka u kponwk). Yauwe Bcero ogHa™ — 10 net

YacTo pacckasbiBaloT O MposiBeHMsIX cyacTbsl 1 mobem (Unique):
“OH HabntogaeT 3a Apyrumun, ynblibaeTcs, x1onaeT B nagowm n cmeetcs” — 3 rogda
“OHa o4eHb NpuBsi3aHa k cembe” — 5 net

“OHa oueHb YyTKas, nodbawas n HexHas. U TakTunbHast — mobut obHumaTbes” — 10
net

O6yueHune

TpyAHOCTU B 0By4YeHUN BO3HMKAIOT Yy BOMbLIMHCTBA AeTel ¢ Mukpoaeneumen 19p13.3, Ho
BbIpaXXeHbl ObIBAIOT B pa3HON cTeneHn. Ha obyyaemMocTb pebeHka MOryT BAUSITh
CNOXHOCTU B 06LeHun.

TpyaHoctv B 06yyeHnn Bo3HMKatoT YacTo (17 cnyyaes u3 23), oaHako noapobHas
MHdopMauua 06 06yuyeHnn 1 BOCNUTaTENbHON paboTe B MEAULIMHCKOM IUTepaType
otcyTtctByeT (Hurgolu 1984; Archer 2005; Al-Kateb 2011; Siggberg 2011; de Smith 2011;
Souza 2011; Risheg 2011; Peddibhotla 2013; Unique). Takne TpyaHOCTU MOTyT
NPOSIBUTLCS B paHHEM BO3pacTe v B 60/bLUEN UM MEHbLUEW CTEMEHN COXPAHUTLCS Ha
6051ee No3aHMX 3Tanax XW3HW.

OpHa w3 noaoneyHbIx Unigue noluna B AETCKUI cafl B BO3pacTe TPex JIeT, BoCnuTaTenm
3Hann 0 ee 3agepXkkax. 103)e, BMECTO LWKOJIbl, POAUTENN PELUNIM OCTaBUTb AEBOYKY B
[OLKOJSIbHOM YUpexaeHuu, rae 6bi10 He Tak MHOMO 3aHsITWiA U 6osblue BOCMUTaTENEN.
Yuntbecs 1 061aThCa ¢ ApyrumMn AeTbMu el Hpasutcs (Unique). Jpyroi Manb4ynk Hauan
ynTaTb M NMCaTb B CEMb JIET.

Ewe B ogHOM cniyyae TpyaHOCTM B 06y4deHum ctanm 3aMeTHbl B 1 rog u 1 mecsau. K 16
roZiaM OHV 6bln BblpaXKeHbl B yMepeHHOM cTeneHn. MoapocTky 0CO6eHHO TPYAHO cuuTaTb
M NOHMMaTb abCcTpakTHble NOHATMS. OH XOPOLIO YMTaeT, CTPOUT rpaMmMaTUIecKu
npaBWIbHbIE NPEAJIOXEHNUS, YCBAaMBAET 3HaHWS, HO MPUMEHATb UX He yMeeT. ObyuyeHune
OC/NOXHWMa B TOM uucnie aucnpakcust (HeNoBKOCTb ABwkeHuin) (Unique).

TopM0o3uUTb 06yYEHNE MOXET M 3aAeprkKa peyeBoro pa3sutua (Peddibhotla 2013). Y oaHoi
[JEBOYKU TPyAHOCTU B 06yueHun ctanu bonee sBHbiMM B 14 net (Souza 2011). Ewe oavH
CNyYaii OnmMcbIBaeT Cepbe3Hble TPYAHOCTY B 06yYEHMM M NPOBNEMbI C KOHLIEHTpaLME
BHMMaHWsi B 23-Ne€THEM Bo3pacTe. Ha MOMEHT HanmcaHust 6poLLtopbl MOSIOAOW YenoBek
xwn B uHtepHate (Risheg, 2013).
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Poautenn Tpex nogoneyHblx Unigue pacckasanm O CUIbHO BbIpaXXeHHbIX TPYAHOCTSX:

““Y Hee cepbe3sHble TPYAHOCTU B 0ByYeHUN, Nioxast KpaTKOBPEMEHHasi NaMsiTb. E TpyaHo
COCPEA0TOUUTLCS, OHa JIErKO OTB/IEKAETCS, 0COBEHHO ec/M Ha Hee AaBsiT. Ham nomoraet
BU3YyasibHblIi MeToA 06yuyeHnsi. OHa C ABYX NIET AeNnaeT NOoMeTKM Ha bymare. YutaTtb He
yMeeT. Yuutcs B 06bI4HOM LLIKOSE, B KMacce Ana AeTeit C 0cobbiMu 06pa3oBaTebHbIMU
notpebHoctamu (OOM) no mHavBMayanbHoOMy yuebHoMy ninaHy (MYIT). OHu 3aHMMatoTCst
B HeBObLLMX rpynMax, U negaror AenaeT ynop Ha BU3yasbHblii MeToa 0byueHns” — 5
net

“Y Hee BbISIBUNM 33[i€PXKKY MHTENNEKTYanbHOro pa3suTtusi. OHa OTCTaeT OT CBEPCTHUKOB
Ha 4 roJa, v yuuTbCsl MOXET TOJIbKO Ha YPOBHe pebeHka 5-6 neT. En TpyaHo
COCpefoTounTbCs, Uy Hee crnabasi ornepaTuBHas NamsaTb, XOTS AOTOCPOYHAS NamMaThb
xopolwuasi. CNoXHOCTY BbI3bIBaeT BCe, 0COBEHHO MaTeMaTka U POAHON A3bIK
(aHrnuinckmii). OHa A0 CYX MOP YUMTCSA YATaThb MO MaTepuanaM Ansl HauvMHaoWWX U He
MOHUMAET TEKCT 6e3 KapTUHOK, HO HMKaKue YCTPOMCTBa Mbl He ucrnosib3yeM. OHa pucyeT
npocTble KapTuHkK. Celyac 3aHOBO MPOXOAMT NMPOrpaMMy AOLLKOJSIbHOrO 06pa3oBaHus,
HO B 06bIYHOM WKose. MoMoraeT Bce: MHAMBUAYanbHOe 06yyeHre, NOBTOPEHME,
KapTUHKM, NMOAAEp>XKa MpenojaBaTensi, KOTOPbIN BbINOSHSET 3aaHNsi BMECTE C HEl.
Celtyac el cobupatoTcs BbiAenUTb ThioTopa. Mo pe3ynbTaTaM OLEeHKH
WHTENNEKTYasnbHOro U NCUX0N0rM4eckoro pasBuTus, TblOTOP, CKOpee Bcero, byaeT
npoBoanTb € Hell 40-60% BpeMeHm B knacce. OH MOMOraeT yuuTeso B MX K/1acce, BCEro
Tam 12 pgetein” — 10 nert.

Mpo6nembl co 3q0poBbEM

Mockonbky 0 MUkpoaeneumv 19p13.3 y3Hanu TONIbKO HEAABHO, HEKOTOPbIE U3
NepeyYncsieHHbIX HUXKEe CUMMTOMOB MOTYT BbITb C Heii He cBsi3aHbl. [0 Mepe Toro, Kak
6onbLue nogen 6yayT npoxoauTb 06cnenoBaHue, kapTuHa 6yaeT MPOSICHATLCS.

3peHue

MpobnemMbl CO 3peHMEM YacTo BCTPeYaloTcs Y AeTel ¢ Mukpoaeneuven 19p13.3.
PebeHKy yxe B paHHEM BO3pacTe MOTyT NMOHaZ0OUTLCS OYUKM UK Fia3Hast Xupyprus.
Mpobnembl co 3peHneM ecTb Y 10 o6cnenoBaHHbIX AeTel. Hanbonee
pacnpoCTpaHEHHbIM SBMISIETCA CTPabuam — kocornasue (4 cnydast). OgHoMy pebeHky
noTpeboBanocb xupyprudeckoe Bmewatenscteo (Peddibhotla 2013; Unique).

YeTBepo AeTel HOCST OYKM OT 6/IM30PYKOCTH
(mMuonus) (Souza 2011; Peddibhotla 2013; Unique’
[pyroi pebeHoK HOCUT 0YKM, YTO6bI NCMPaBUTb
[anbHO30PKOCTb M aMbamonuio (CMHAPOM NIEHMBO
rnasa) (Peddibhotla 2013). Ewe y ogHoOro manb4v
6blla PETMHOMATUS HEAOHOLIEHHbIX AETEW, OHA
BbI3bIBAa€T HapyLLeHne KPOBOCHabXxeHus B ceTyaTt
rnasa. B nerkoi gopMe neveHve He TpebyeTcs, E
TSOKENOW HyXXHa onepauus. Kakoi cnyyaii 6bin y
Manbumka, HemsBecTHo (Peddibhotla 2013). OgHo
pebeHKy 6bina caenaHa onepauus Mo yCTpaHeHWH
3aKynopku cnesHbix npotokos (Risheg 2013), y
Zpyroro Habnoaancs NpaBoOCTOPOHHUIA MTO3
(onywenme Beka) (Peddibhotla 2013).
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“MbiLLbl IEBOTO 1a3a He pasBWTbl AO/HKHBIM 06pa3oM. OdTanbMoI0r NOCOBETOBA
HOCWTb rNa3HOW MacTbipb MO 2 Yaca B AeHb, HO OYKM el elle He Ha3HauMn. OHa oYeHb
BOJIHYETCS M OTKa3bIBAETCS NPOBEPSTb 3peHne” — 5 net

Cnyx
Mpu Mukpoaeneummn 19p13.3 pacnpocTpaHeHbl MPobnemMbl CO CyXOM
Mpo6nembl co cnyxoM Habntopatotes y 11 u3 23 peteid (Hurgolu 1984; Archer 2005; Al-
Kateb 2011; Siggberg 2011; de Smith 2011; Souza 2011; Risheg 2011; Peddibhotla 2013;
Unique). Y HEKOTOPbIX MOC/IE YacTbIX YLIHbIX MH(EKUMIA HAcTynana noTeps ciyxa
(Peddibhotla 2013; Unique). Mpo6neMbl CO CIyXOM MOXHO OBHapY>XWUTb Ha paHHeN cTaauu,
BO BpeMsi MPOBEPKM CNyXa Y HOBOPOXAEHHbIX (2 pebeHKa). Y 0HOro U3 3TUX AeTel npu
nocneaytowem HabnoaeHnn cepbesHbix NpobneM co cnyxoM obHapyXeHo He 6blio, y
BTOPOro pasBuIacb KOHAYKTUBHAS TYrOYXOCTb NIErKOW, a 3aTeM YMEPEHHOM CTeNeHM
Tskectm (Siggberg 2011; Peddibhotla 2013).
KoHAyKTUBHas TYroyxoCTb BO3HMKAET, KOrAa 3BYKW He AOXOAAT A0 BHYTPEHHEro yxa.
O6bIYHO 3TO CBSI3AHO C 3aKYMOPKOW, HanpuMep, CIMLIKOM 6ObLWMM KOJIMYECTBOM YLLIHOM
Cepbl, CKOM/IEHWNEM XMUAKOCTMU B yxe (3KCCYAaTUBHBIA OTUT) WM YLIIHOM MHdeKumen. Ons
BbIBOAA XMAKOCTM NPOBOAAT LWWYHTMPOBaHWE — yCTaHaBMBAOT B 6apabaHHyto nepenoHKy
HebonbLyio TPYOKYy C pacluMpeHusMM Ha KOHUAX (LUYHT).
B HEKOTOPBLIX C/lyYasix MOTEPU Clyxa NpudMHa He yrnoMuHaetcs. O avH U3 aeTen HoCUT
cnyxoBov annapat B 4 roaa (Hurgolu 1984; Peddibhotla 2013). Apyroi Tmn notepu ciyxa
— HeMpOoCeHCOpHas TyroyxocTb (2 cny4yas). OHa BO3HMKAET MPU HEMPaBUIbHOM
(PYHKUMOHMPOBaHWUN YyBCTBUTENbHbBIX BOJIOCKOBbIX KNETOK Y/IMTKWM BHYTPEHHErO yxa uin B
pe3ynbTaTe NOBPEXAEHNS CYXOBOro HepBa (3TOT HepB nepeaeT 3BYK B MO3r). Y ABYX
JeTeii 6bina CMelaHHasi HEMPOCEHCOPHas M KOHAYKTMBHAsA TyroyxocTb (Archer 2005;
Peddibhotla 2013). OgHoMy ManbuvKy B paHHEM BO3pacTe NpOBENM LWYHTUPOBAHUE, U OH
HOCWN CrlyxoBble annapatbl Ha 06a yxa (Archer 2005).
Ewe y ogHoro u3 nogoneyHbix Unigue KOHOYKTUBHYIO TYFOYXOCTb Bbl3Basiv NOBTOPHbIE
YLWHble nHdeKLmnM, 1 emy notpebosanocb NPOBOAUTL LYHTUPOBAHUE TPWKAbI: B BO3pacTe
noslyTopa, ABYX M ABYX C MOSIOBMHOM neT. LLyHTbI Bblin M3BneYeHbl B BO3pacTe Nat C
MoJIOBMHOW NeET.

Mos3r

PebeHky MOryT caenaTb CHUMOK rosioBHoro Mo3sra (MPT — MarHuTHO-pe30HaHCHas
TOMorpadms). 3TO BbICOKOUYBCTBUTENbHbIN METOA UCCNEA0BaHWS, KOTOPLIN NO3BOJISET
MoJTyunTb NoAPO6HYO MHGOPMaLMIO O COCTOSIHMM MO3ra. Hanuuve aHoManuii pa3BuTyHS
rOJIOBHOIO MO3ra MOXET BbITb CBSA3aHO C PACMOIOXEHNEM MUKPOZENeL MM BHYTPU permoHa
19p13.3. Kpome Toro, 4acTto HesICHO, Kak Habnogaemble aHOMauM CBS3aHbl C Pa3BUTUEM
pebeHka. TeM He MeHee, perynspHoe nposeaeHve MPT nNo3BONSET OTCNEXMBATb Jobble
OTKJIOHEHWSI, 1 NpU HEO6X0AMMOCTM NPOBOAUTL COOTBETCTBYIOLLYIO TEPANMIO.

AHOManMM Ha CHUMKax rosI0BHOrO Mo3ra 6bUIM 06HapyXXeHbl Y aecaTtn aetei (Archer 2005;
Al-Kateb 2011; Siggberg 2011; Peddibhotla 2013; Unique). ¥ aBoux npousoLwsio
KPOBOM3/USIHWUE B MOJIOBHOM MO3T, YTO MPMBENO K ruapouedanum (CKONIEHMO XUAKOCTH)
(Peddibhotla 2013). MHoraa >»kuaKoCTb BCacbiBaeTCs ecTecTBeHHbIM nyTeM (Peddibhotla
2013), Ho TpeTbeMy pebeHky C ruapouedanveit NnoTpeboBanoch ApeHMpPOBaHME C
nomouwlbto wyHta (Unique).

Y yeTblpex AeTein HabnoganMcb M3MeHeHusi B 6€10M BeLecTBe rosioBHOro Mosra (Archer
2005; Peddibhotla 2013). Benoe BellecTBO COCTOWUT U3 HEPBHBIX BOJIOKOH, KOTOPbIE
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COeaVHSIIOTCS ApYr C APYroM v obecneumBaloT CBA3b MeXAy pas/iMyHbIMK YacTsIMU MO3ra.
M3mMeHeHns B 6enoM BellecTBe MOryT MOBAMSTbL Ha paboTy Mo3ra.

Ewe y yeTblpex AeTel HabnoaanMcb M3MEHEHUS B XXeyAo4Kax rosioBHOro mMo3ra (Archer
2005; Peddibhotla 2013). 310 coobwwatowmecs co CNMHHBIM MO3roM MOJIOCTH,
3aroJIHEHHbIE CMIMHHOMO3rOBOM XMAKOCTbIO. XKeslyA0YKM BbINOJIHSIKOT OUUCTUTENBbHYHO
(DYHKLMIO M KOHTPOJIMPYIOT LIMPKYASLMIO CIMHHOMO3rOBOM XMAKOCTU.

Y Tpoux aeTei Habnoganocb UCTOHYEHWE MO30JIMCTOrO Tena (CTPYKTYPbl, COeAUHSIIOLLEN
npaBoe U nesoe nonywapus mosra) (Peddibhotla 2013; Decipher). MopaxeHus 3Tol
06nacTn ronoBHOro Mo3ra MOryT Bbi3blBaTb CYZOPOrM, 3aA€PXKM B PA3BUTUM MOTOPHBIX
HaBbIKOB U peun.

Y ofiHOro U3 nogomneyHbix Unigue 6bina KMCTa rofloBHOrO MO3ra, Bbi3blBarowasi anHo3 BO
CHe (perynsipHble 0CTaHOBKM AbIXaHWs1) U MaHTUMONUTYUTapu3M (COCTOSIHWE, MPU KOTOPOM
rmnodwus BbipabaTbiBaeT HEAOCTAaTOYHO FOPMOHOB, HanNpuMep, rOPMoOHa pocTa).

CepaeyHo-cocyaucTasl cucrema

Y neteit ¢ Mukpoaeneumen 19p13.3 oyeHb pacnpocTpaHeHbl NpobieMbl C cepaLeM, Yacto
OHU TPebYIOT XMPYpPruyecKkoro BMeLlaTenbCTaa.

[Jetam 06bluHO MPOBOAAT AvarHOCTUYeCKoe uccnegosaHne cepgua. OanH UM HECKOJIbKO
NopokoB cepaua 6bm obHapyxeHbl y 20 u3 25 yenosek (Hurgolu 1984; Archer 2005; Al-
Kateb 2011; Siggberg 2011; de Smith 2011; Souza 2011; Risheg 2013; Peddibhotla 2013;
Decipher; Unique). B 6onblUMHCTBE Crly4aeB, HO He BO BCeX, MoTpeboBanoch
XMpYprudeckoe BMeLlaTesnbCTBo.
Y ceMu aetelt 6bin BbisSIBNEH AedekT MexnpeacepaHol neperopoakm (AMIMM) (Al-Kateb
2011; Siggberg 2011; Souza 2011; Risheg 2013; Peddibhotla 2013; Unique). MMM — 3to
0TBEpPCTUE MeXAY ABYMSI BEPXHUMUW KaMepaMu cepaua — npeacepavsiMu. Hekotopble
OTBEPCTUS OYEHb Maribl U MOTYT 3aKPbITbCSl €CTECTBEHHBIM NyTeM. bonbluve 3akpbiBatoT
XMPYPIUYECKN.
Ewe y natu getel 6bin aedekT MexokenyaoukoBoi neperopoaku (AMXM) (Hurgolu 1984;
Archer 2005; Al-Kateb 2011; de Smith 2011; Souza 2011; Peddibhotla 2013; Unique).
AMXXIN npeactaBnsieT cobol 0TBEPCTUE B NEPErOPOAKE MEXAY ABYMSI HDKHUMU KaMepaMm
cepaua — xenyaoukamu.
OMXI sBnsieTcs oaHUM 13 Hamboiee pacnpoCTpaHeHHbIX BPOXAEHHbIX MOPOKOB cepaua.
Kak n MMM, 3TOT NOPOK 4acTo AMArHOCTUPYETCS B paHHEM BO3pacTe W yCneLwHo
NMoAJaeTCs IeYEHMIO MyTEM XMPYPrUYECKOro BMelaTenbCTea. Y ogHoro pebeHka B
BO3pacTe NStV AHel 6binv 06Hapy»eHbl 1 AMIM, v AMXI. B 10 MecsiLeB eMy 6bina
npoBeaeHa onepauus (Souza 2011). Y apyroro pebeHka npobnembl ¢ cepauem 6binm
BbISIB/IEHbI CPa3y MOC/e POX/AEHMS, A B [IBa C MOJIOBUHOM roja eMy NpoBen onepauuio, B
TOM yucrnie no 3akpbimuio AMXKI (Archer 2005).
Y OByx fAeTelt Habnoaanock pacluMpeHne KOPHS aopThl (aopTa — caMas KpynHasi apTepus
opraHu3Ma; KopeHb aopTbl— CEFMEHT aopThbl, coeanHsitowmii ee ¢ cepaueM) (Risheg 2013;
Peddibhotla 2013). Y AByx AeTtel 6binM 06Hapy»XeHbl NaTanorumM cepaeyHbiX kKnanaHos. 06
OOHOM U3 3TUX AeTel TOYHOMN MHADOPMALIMM HET, HO M3BECTHO, UTO BTOPOMY pebeHKy B
BO3pacTe ABYX C MOJIOBUHOW NeT bbinia NpoBeAeHa onepauusi, bnaroaapst KOTOPoW yaanoch
YCTpaHWUTb MaTosIOrM4eckoe CyxxeHue cepaeyHbix knanaHos (Archer 2005; Risheg 2013).
[ByM geTsM npoBenu onepaumio 4nsl ycTpaHeHust TeTpaasl ®anno — COXHOro nopoka
CepALa, XapaKTEepU3YIOLWErocs HaIMUMEM YeTbIpeX aHoMarui, Bktodas AMXKI
(Peddibhotla 2013; Unique).
[BYM AeTsM AvarHoCTUMPOBanM OTKPbITbIM apTepuasnbHbii NpoTok (OAI), Npu KOTOPOM Y
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HOBOPOXXAEHHOMO HE 3apacTaeT KOPOTKUIM KPOBEHOCHBIN COCY/, COeAMHAIOWNIA aBe
Havnbonee BaxkHble apTepun, aopTy M neroyHyto aptepwio (Al Kateb 2010; Siggberg 2011).
B nepvoa BHYTPUYTPOBHOIO pa3BuUTUS apTepuanbHbIi NPOTOK HeO6XoauM Ans
obecneyeHns NpaBuIbHOro KPoBOOb6paLleHnst aMB6proHa, OH NO3BOSISIET KPOBKM 06TekaTb
COkaTble nerkue nnoga. Nocne poxaeHns pebeHka nerkne HamnosHAKTCS KUCTIOPOAOM, U
noTpebHOCTb B apTepuanbHOM NPOTOKE McHe3aeT — 06bIMHO OH CyXKaeTcsl U 3apacTaeT B
TeyeHne NepBon Hedenm xusHu. OaHaKo B HEKOTOPbLIX Clyyasix OCTAeTCs OTKPbIThIM. Mpu
OAIN B nerkme NOCTynaeT cAMWKOM 60/blIOe KOMYECTBO KPOBW, OHa CKarMBaeTcs.
PebeHOK MOXeT MCMbITbIBaTb TOJIbKO JIerkue CMMNTOMbI (Hanpumep, oAplliKy), HO 6e3
neyeHns OAIN MOXeT NpuBeCTM K HeobpaTMbIM NOBpPeXAeHUsaM cepaua u nerkmx. C
Bo3pactoM OAIl CTaHOBWTCSA OMacHee, NMo3TOMY Bpayn pEKOMeHAYIOT 3aKpbiBaTb MPOTOK
xvpyprmndeckuM nytem (Siggberg 2011; Unique). OauH 13 nogoneyHbix Unigue, nepeHec
onepaumto no 3akpbituio OAI BCKOpe NOCNE POXAEHMS, U B ABa C NOJIOBUHOM rofa y Hero
He 6bl10 BbISIBNEHO HUKAKKUX Npobnem ¢ cepauem.

Monosblie opraHbl

AHOManuu pasBUTYsi NMOJIOBLIX OPraHOB 6blM BbISIB/IEHbI Y AEBATH AeTeN. B OCHOBHOM OHM
He OKa3bIBalOT BIMSIHWSI HA MOBCEAHEBHYO XXU3Hb.

Y oaHOW aeBoYKM 6bl1 06HAPYIXKEH YBENMYEHHBIN B pa3Mepax KInTop, Y ApYrou -
yMeHbLueHHbI (Risheg 2013; Al-Kateb 2010).

Y OBOMX MasibuYvKOB AMarHoCTMpoBany ruagpoulene (BoasHKa 060/104ek andka), y Tpoux —
runocnagmio (Risheg 2013; Peddhibhotla 2013; Unique). Mpu runocnaaum Hapy>kHoe
0TBEPCTME MOYENCNYCKaTENbHOMO KaHasla CMELWEHO KHM3Y OTHOCUTENBbHO HOPMaNbHOIo
aHaTOMMYECKOTO MOJSIOXKEHUS. XMpypruyeckas koppekums Tpebyetcsa He Bceraa (Unique),
HO HEoBXOAMMOCTb B HEWM MOXKET BO3HUKHYTb B HEKOTOPbIX CNlyyasix, Kak 1 npu
MCKpMBeHnM nonoBoro yneHa (Risheg 2013).

Moukn

AHoManuu pa3suTKs noYek 6binn BbisSiBNEHb! Y BOCbMM YenoBek (Siggberg 2011; Risheg
2013; Peddhibhotla 2013; Decipher).

Y yeTblpex YenoBek oAHa M3 noyek otcyTcTBoBana (Archer 2005; Siggberg 2011;
Peddhibhotla 2013). C oaHo# HOpMasnibHO hyHKLIMOHMPYIOLLENA MOYKON YETIOBEK MOXET
BECTW 340POBYI0, MOIHOLIEHHYIO XM3Hb, €C/iM BTOpas rno4yka 340poBa. EAuMHCTBEHHas
noYka MOXET YBENMUUTLCA B pa3Mepax, KOMMEHCUpYs OTCYTCTBME BTOPOro opraHa
(Siggberg 2011).

B uveTbipex cnyyasx Habntoganca ruapoHedpo3s (Peddhibhotla 2013; Risheg 2013;
Decipher). Mpu ruapoHedpo3e B 0AHOM Mnm 06erx Noykax CKaryiBaeTcs Moya,

B pe3y/nbTaTte Yero royku OMnyxaloT W YyBENNYMBAOTCS B pa3Mepax. B ogHOM u3 cnyyaes
rmapoHedpo3 Aoluen [0 cepbe3Hoii ctaamm (Siggberg 2011). Yalue Bcero anst neveHms
Heobxoauma onepauus (Siggberg 2011).

Y Tpex aeten 6bin BbISIBNIEH Ny3bIpHO -MOYETOUHUKOBLIA pecnitokc (MMP), npu KOTOpOM
HabnoaaeTcs 06paTHbIN TOK MOUM 13 MOYEBOIO Ny3blpsi B BEPXHUE MOYEBLIBOASLLME NYTU
(Decipher; Unique). MNpuem Hebonblwmx 403 aHTUOMOTMKOB B BO3pacTe A0 2-3 feT MOXeT
NpefoTBPaTUTb BO3HUKHOBEHME MHEKLIMI MOYEBLIBOASLLMX NYTEN M MOMOYb COXPaHWUTb
340poBbe noyek. [etaM, y koTopblx [MMP coxpaHseTcs ¢ BO3pacTOM, MOXET
noTpeboBaTbCa XMpypruyeckoe BMeLLaTenbCTBO.

Y oaHoro u3 fieteld 6610 paclUMPEHO YCTbe MOYETOUHNMKA, MO KOTOPOMY NPOUCXOAUT OTTOK
MOYM OT MOYKM K MOYeBOMY My3bipto (ypeTepouene) (Archer 2005). ina koHTpons
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(YHKLMM MOYEK M MUHUMM3ALIMM PUCKa BO3HUKHOBEHMS MHMEKLUM NpY ypeTepoLene
HEO6X0AMMO perynsipHO NPOXoAWTh 06C/Ief0BaHMS Y Yposiora. B CNoXKHbIX Clydasx MOXET
noTpeboBaTbCs onepauus.

MNMO3BOHOYHUK N KOCTH

Y NtV geTen BbISIBNEH CKOJINO3. VICKpUBIEHME MO3BOHOYHMKA BCTPEYAETCS YacTo B
06bI4HOM MonynsumMK, Npu nerkon popme neveHne He Tpebyetcs (Risheg 2013;
Peddibhotla 2013; Unique). Y AByX U3 naTu AeTeil NOMMMO CKONIMO3a HabnoaaeTcs kndo3s
— WCKpVB/EHME NMO3BOHOYHMKA B BEPXHEM OTAENe C BblpaXKeHHbIM 13rnbom Hasag (Souza
2011; Unique). MHoraa k1do3 He CONpOBOXAAETCS HUKAKUMU CUMMTOMaMM, KpoMe Toro,
YTO CMMHa BbLIFSAUT M30THYTOM. B Apyrnx cnyyasx Kudo3 MOXKET Bbi3biBaTb 601 B CrivHE
W OrpaHMuyMBaTh NOABWKHOCTb. NSl KOpPEKLMM OCaHKN MOXHO HOCUTb KOPCET, onepauum
TpebyloTcs peako.

OaHoMy pebeHky, o6cneaoBaHHOMY rpynnon Unigue, nposenn MPT HDKHEro otaena
NMO3BOHOYHMKA M3-33 HA/IMUMS IMOYKM Y KOMUMKA. HMKAKMX OTKNIOHEHWUI OT HOPMbI
06Hapy>eHo He 6bino.

Y opgHoro pebeHka Habnoganocb oTcraBaHue KocTHoro Bo3pacta (Risheg 2013). CuHgpom
Ctvknepa (3abonieBaHne CoOeaMHUTENbHOM TKaHW) M anudu3apHyto aucnnasuio (peakoe
reHeTU4YeCcKkoe OTK/IOHEHME, CBA3AHHOE C HapyLleHMeM (OPMUPOBAHMS KOHEYHbIX OTAEN0B
KOCTeil1) BO BpeMs 06cnefijoBaHusl ckeneTta He 0bHapyxunu. OauH u3 nogoneyHsix Unigue B
LIEeCTb JIET ABaX/bl IOMas Npeanieybe M3-3a CHUXKEHHOMN MNOTHOCTU KOCTHOM TKaHU. Y
[pyroro wectunetHero pebeHka 6bin BbiBUX 6eapa ¢ aecdopmaumeii Taza (Unique). Y
0AHOW fIeBOYKM 06Hapyxunm gobasouHoe pebpo (Al Kateb 2010).

Y yeTblpex AeTein HabnohalTCs aHOManuM Pas3BUTMSI KOHEYHOCTEN: UCKPUBIEHNE HOT Y
aByxneTHein aeBoukm (Risheg 2013), remurunepnnasust (M36bITOYHbBIA POCT YacTu Tena)
npasoit Horn B 3 roaa, (Peddibhotla 2013), BanbrycHas aedopMauus NOKTEBOrO CycTaBa
(cunbHOe OTKIOHEHWE Npeanneybs oT Tena) B 14 net (Souza 2011), apTporpunos
(orpaHnyeHHast noABwKHOCTb cyctaBoB) (Unique).

Y yeTblpex aeTen HabntogaeTca rmnepMobunbHOCTL cyctaBoB (Archer 2005; Peddibhotla
2013; Unique). B ogHOM 13 cnyYaeB OHa NOKanM3yeTcs B CycTaBax koseHen u cton (Archer
2005).

OpHoWi geBoYKe B 4 rofa AMArHOCTUPOBAIM apTPUT KOMEHHBIX CyCTaBoB. MoTpeboBanoch
MeaMKaMeHTO3HOe nedeHre 1 HabnoaeHus getckoro pesmatonora (Unique).

Kuctu pyk vm cTonbl
CTOnMbl U KUCTU PYK Y AETEW C MUKpoZeneumeil XxpoMocoMbl 19p13.3 MOryT UMETb
HekoTopble ocobeHHocTH (10 cnyyaes u3 23). OCO6EHHOCTU pa3BUTUS CTOM MOy T
YCNOXHATb X0AbOy M HapyLlwaTb NOABWXHOCTD.
BcTpeyuanucb eamHnYHbE Crlyyan KOCOanocTy NEBOM UM NPaBoM HOrM — Ans NeyeHnst
MCMoJIb30BanuCb MaHyasnbHas Koppekuus u stanHoe runcosaHue (Peddibhotla 2013). Ewe
y oaHoro pebeHka cTona u3orHyTa Ayroi (kak OCHOBaHWe Kpecna-Kadanku), 310 siBNeHue
Ha3blBaeTcs cTtona-kadanka (Peddibhotla 2013).
Y apyroro pebeHka CMHAPOM MOJI0M CTOMbI, MPU KOTOPOM MPOAOSIbHbIA CBOA CTOMbI
C/MILKOM BbICOKMI, U BEC TeMa Npu xoabbe ero He BbINPSAMASET. B nerkux ciyyasx MoxeT
noMouYb msnoTepanmsi, B CIOXHbIX — XMpyprudeckoe BMelwatenscteo (Peddibhotla
2013).

Y aByx AeTeit nanblbl HOr KOpoO4€e HOPMbI, B OAHOM M3 CNly4YaEB 3TO 3aTPOHYI0 TOJIbKO
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Mu3nHUbI (de Smith 2011; Archer 2005). Ewe y oaHoro pebeHka BTOpoW nanewl Horu 6bin
[nMHHee 607blworo nanbua, a o6a MusmHUA 3arHyThl BHYTpb (Unique). Y apyroro pebeHka
B BO3pacTe OAHOMO rofa v AeBATM MecsiLeB Habsoaanacb 0TEYHOCTb B BEPXHEN YacTy
CTON, CaMM CTYMHM — MeHblUe, YeM y aeTelt ero Bo3pacta (Al-Kateb 2010).

B AByx cnyyasix oTMeyeHo 60/blIoe pacCTosiHME MexXay NepPBbIM M BTOPbLIM ManbLaMu Hor
(Souze 2011; Unique). Y aBOMX AeTel ManeHbKue nafoHn C KOPOTKMMU Nanbuamu (de
Smith 2011; Risheg 2013).

Y OByX OeTelt TOHKME HOITK NTIoXkkoo6pasHoi dopMebl (Risheg 2013). Y oaHoro pebeHka
CKpeLLeHbl Manbubl pyK, KOraa nanblbl HAKaabIBalOTCS Ha coceaHue, a y Apyroro
BbISIB/IEHa Y/lbHAapHas AeBUaLUs KUCTEN, MPU KOTOPOM NasbLibl OTKNIOHEHbI K MU3UHLLY
(Peddibhotla 2013). Ewe y aByx aetei mvHHble nanbubl pyk (Archer 2005; Al-Kateb 2010)
C eAVHCTBEHHOM MonepeyHol CKiaaKkom Ha npasoi nagoHm (Al-Kateb 2010).

YepTtbl nuua

BHellHe neTn ¢ Mukpoaeneumein 19p13.3 Mano oTIMYaloTC OT CBEPCTHUKOB U YNIEHOB
CeMbM. Y HEKOTOPLIX MOy T BbITb HE3HAUMTESIbHbIE 0COBEHHOCTM BHELWHOCTW. Hanpumep, y
TaKWX AeTeil BCTpeYaeTcs WMPOKMI 1106, rnyboKo nocaXeHHbIe rnasa, YATMHEHHbIA UK
CrnaXeHHbIl rybHON xenobok (BepTvkanbHoe yriybneHue Mexay 0CHOBaHUEM
neperopoaky Hoca n BepxHel ryboit) u ryctole 6posu (Hurgolu 1984; Archer 2005; Al-
Kateb 2011; Siggberg 2011;de Smith 2011; Souza 2011; Risheg 2013; Peddibhotla 2013;
Unique).

Y 11 u3 23 geTelt BbISIBNEHbI aHOManMM Hapy>HOro yxa (cM. pasgen «Cnyx»). Tak, y naTu
JeTeil YN HU3KO MOCaXEHbI, Y AECSTU — OTNMYatoTCa No popMe 1 pasMepy, UMetoT
HebonbLwwme HapocTbl 1 6yropku (Al-Kateb 2011; Risheg 2013; Peddibhotla 2013; Unique).
Y NtV geTelt BbICOKMIA Y3Kuii cBoa Heba (roTudeckoe Hebo) (Al-Kateb 2011; Risheg 2013;
Peddibhotla 2013; Unique). Y yeTBepbix BbisiBieHa paciienmHa Heba (Archer 2005;
Peddibhotla 2013; Unique); y 04HOro M3 HMX TakXxe HabnogalTcs aHOManus pas3BUTUS
A3blKa U paclienneHne HebHOro A3bluka (pa3gBoeHMe OTPOCTKA 3adHero Kpasi MSrkoro
Heba mexay muHaanuHamn) (Unique). PaclienvHy MOXHO 3aKpbiTb XMPYPruieckuM nyTem:
OZHYy TaKylo orepauuio NpoBev MajbyuKy B Bo3pacTte aecsitn mecsues (Archer 2005). Y
[BYX [leTel HeBHbIN S3bI4OK HeobbluHOM opMbl (Risheg 2013). Y aByxneTHero pebeHka
3admKcMpoBaHa Manasi NoABMKHOCTb A3blKa, YTO 3aTPYAHSIET peydb, U YBeSIMYeHbI
MWHAAMMHBL. DTO MOBAMSNO HA pa3BUTME anHO3 BO CHE, MPW KOTOPOM MEpPUOANYECKN
ocCTaHaBnmBaeTcs AbixaHue (Siggberg 2010). [pyras geBouyka B AETCTBE HE MOINa
yaepxvBaTh A3blK B nonoctn pta (Unique).

Mpu o6cnepoBaHuM YenoBeka 23-X NIET BbISBUIM HepoBHble 3y6bl (Risheg 2013). Y
yenoseka 34-X NeT — HenpaBW/bHbINA NMPUKYC M3-3a BbICTYMNAatOWMX Bepes pesuos, 1
KpWBOWA NpaBblii KNblk Ha HkHel Yentoctu (Peddibhotla 2013). Y aByx noaoneyHbix
Unigue Toxe Habniopanuck npobnembl ¢ 3ybamu. Y oaHOro — aHoManusi 3ybHoi amanm
(Unique).

M3 23-x cny4yaeB y BOCbMU AETEN FOI0Ba 3HAUYUTENIbHO KPYMHEE, a Y MATU MEHbLUE, YeM Y
ceepcTHUKoB (Hurgolu 1984; Archer 2005; Al-Kateb 2011; Siggberg 2011; de Smith 2011;
Souza 2011; Risheg 2013; Peddibhotla 2013; Unique). Y TpexneTHero pebeHka C KpyrnHou
rofIoBoM 6bin HapyLLEH OTTOK CMHHOMO3rOBOW XMAKOCTM U3 06/1aCTW rONIOBHOMO MO3ra.
MoTpeboBanoch yCTaHOBUTbL CybaypasibHO-NepUTOHeanbHbIM WyHT (Unique). 3To TOHKas,
rmbkas Tpybka, KoTopasi BBOAUTCS B 061aCTb CKOMIEHWS XUAKOCTU. Yepes WyHT NnWHSAS
XXUAKOCTb OTBOAMTCS B OPIOLLHYIO NMOMOCTb.

Y aByx Aeten HabntogaeTcs TOPTUKOMC (KpyBOLIEs), MPyU KOTOPOM r0JI0Ba HakK/IOHEHa
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B60k (Risheg 2013; Peddibhotla 2013).

Koxa
PaznnyHble KOXHble NMaToONOMMKN 3ahUKCMPOBaHbl Y BOCbMU 13 ABaALaTH TPEX YENIOBEK.
B yacTHocCTy, y ABYX AeTen cchopMmUpOBanach AEPMOMAHAs KUCTa Ha HOCY — MELLKOBUAHOE
noakoXxHoe obpasoBaHue, KoTopoe dhopMupyeTca Ao poxaeHusi: y aesoykm (Peddibhotla
2013) n y manbumka (Unique).
OavH nogoneyHbld Unigue poavncst C reMaHrMoMoin — 3To Ao6poKavecTBeHHas
(HepakoBast) cocyaucTas onyxosnb. OHa Mcyesna cnycTs rog, ieveHne He noTpeboBanoch.
Ewe faBa ciyyasi reMaHrMoMbl y AeTeil YNoMUHaoTCs B MeauumHckon nutepatype (Risheg
2013; Peddhibhotla 2013). Y ogHoro Manb4yuka cpopMMpOBanoCh Cpasy HECKOJSIbKO TakmxX
OMnyxoJieli: Ha NEBOM pyKe, Lee 1 rosloBe. [eMaHrMoMa Ha pyke MosIHOCTbIO Ucyesna K
yeTbipeM rogam (Peddibhotla 2013).
[Boe petei poannmcb ¢ aedekTamm Koxu roniosbl (annasus koxu) (Al-Kateb 2010;
Siggberg 2011). Hebonblune y4acTKM KOXMN 3a>KMBAKOT €CTEeCTBEHHBIM MyTeM, ANs
YCTpaHEHMS1 KPYMHbBIX MOXET NoTpeboBaTbCs onepawms Nno nepecagke Koxw.
Y yeTblpHaAUATUNETHErO MajibuMKa Ha BEKax, HOCY M rybax BbICTYNWUAM YepHble
NMUrMeHTHble NSTHa. EMy avarHoctuposanu cuHapowm Mentua — Erepca (CME) (cMm. pasaen
«KopMneHnne u nuweBapenne» cTp. 6 n «MpoeoanMble nccnegosanms» crp. 23) (Souza
2011). Y oaHoM noaoneyvHow Unigue Takue nsaTHa NosiBunuch Ha rybax (Unique).

Y oaHOro pebeHka nocne onepauuii MHOFOKPaTHO BO3HMKAM KPYrHblE KenouaHble pybubl
(U36bITOYHOE pa3pacTaHWe COeAMHUTENTbHOM TKaHN Ha MecTe pybLa nocne TpaBMbl KOXK).
[ins yMeHblUEeHNs 1X Pa3MepPoB NPUMEHSAIOCh JleYeHNe UMMYHOT06YMHaMM
(aHtuTenamn) (Archer 2005).

Y ofHOM U3 NoAoneYHbIX Unigue Habnioaanicb U3bbITOUHBIA POCT BOJIOC B BEPXHEN YacTu
CMWHBI U AOMNOJIHUTENIbHASA CKNAJKa B HWDKHEW YacTW CMnHBI.

CyAOpOXXHbIi CUHAPOM
CyA0pOXKHbI CMHAPOM BCTPEYaeTcs peaKko
CeMbu peTeit, 06cnefoBaHHbIX rPynnon Unigue, He CTankmBanuchb C Cyaoporamu. Becero
M3BECTHO O TPEeX CNlyyasx NPOSIBEHUSI CYAOPOXKHOrO cuHapoMa. Cyaopory HaumHanmeb
B 3 roaa (Peddibhotla 2013) n 8 net (Archer 2005). Ha MOMEHT HanMcaHust 6polLutopbl
nocnegHeMy Masnbuunky 6bi10 16, cCpaBnaTbCS C NPUCTYNaMy eMy NoMoratoT SiekapcTBaa.
Ewe y oaHoro noapoctka 6bi1 0AuMH NPUCTYN Cyaopor B 5 neT, 1 6onblue He NOBTOPASICS
(Souza 2011).

O6uiee cocTossHUE 340POBbS

O6Luee cocTosiHE 300POBbS Y AeTell, 06cnefoBaHHbIX Fpynnoi Unigue, HopManbHoe, XOTS
Noan ¢ geneuvein MoryT 6uiTb 6osiee noasepkeHbl MHdekumsM (Unique) (noapobHee Ha
cTp. 13, pasgen «Cnyx»).

Y 04HOro Masbumka 6bina Kcta MOYEBOTO MNy3bIps U YacTble MHGEKLMM MOYEBLIBOAALLMX
nyTen. Y Hero Takxe 6bi10 HU3KOE KOSIMYECTBO NEVKOLUNTOB (KNETOK MMMYHHOM CUCTEMBI,
KOTOpble 60ptoTCs C MHDEKLMSIMM) U TPOMBOLMTOB (y4acTBYIOT B CBEPTbIBaHNM KPOBU)
(Unique). Y apyroro pebeHka 6bina npobneMa c akTopoM cBepTbiBaHus kposu VII (6enok
npokoHBepTuH) (Unique). HM3koe KONMYeCTBO NEMKOLMTOB B KPOBU M Npo6eMbl Co
CBEPTLIBAEMOCTbLIO KPOBU OTMEYEHbI elle B 0AHOM cryyae Mukpogeneumn (Risheg 2013).

Y oaHoro DE6EHKa 6611 MHOTOUNCIEHHDIE MHqDEKLI,MM BEPXHUX AbIXaTEJIbHbIX HYTeVI npu

18



HM3KOM YPOBHE aHTWUTEN M aHOManuel NeMkouMToB. B AeTcTBe y Hero Bbina nuuieBast
anneprust Ha HekoTopble 6060BbIe (YeyeBnLy, 606bI 1 HyT), HO K 16 rogam
HenepeHoOCMMOCTb NpoLwa. Mpu NOBTOPHbLIX MHPEKLMOHHBIX 3a60/1€BaHMSAX Ha3HAYaMCb
nHbekuum aHtuten (Archer 2005).

MHoraa BO3HMKAIOT Npo6ieMbl C AbIXaHWEM, Yallle BCEFO Y HOBOPOXAEHHbIX, Y KOTOPbIX
OHO 6bI110 3aTpyAHEHO U TpeboBanacb NOMOLb. Y OAHOMO Masnbyuka Hbiiv aHOManum B
pa3BUTWUM NEBOTO IErKOro M COMYTCTBYIOWME neroyHble uHdekumm (Unique). Jpyromy
AVarHoCTMpOBaM TpaxeoMansiumio — pasmsirdeHune kapkaca Tpaxeu (Unique). Ecnm aTo He
HOPManAU3yeTcsl C BO3PacTOM, UCMOSb3YHOT KMCIIOPOAHYHO Macky. B HEKOTOPLIX Cilyyasx
MOXXET NoTpeboBaTbCs XMPYpPrMyeckoe BMeLLaTebCTBo. [lBoe aetelt 6bim
roCTnMTanM3npoBaHbl 13-3a NHeBMoHUKM (Peddibhotla 2013), oavH 13 HUX —
HEOAHOKPATHO.

Mpo6nem co CHOM B OCHOBHOM HET, OAHAKO ABOE NoAoneYHbIX rpynmnbl Unigue cnat
6eCroKonHO.

“OHa MoJo/ry He MOXET YCHyTb. MOCTOSIHHO BOPOYAETCS, He MOXET CraTb 6e3 MeHs 1
MOCTOSIHHO CneauT, YTo6bl 51 6bl1a PSAoM. Y Hee TPEBOXHOE PacCTPOWCTBO, MOSTOMY
CHSTCS KowMapbl. EV nydlue, ecnm nepes CHOM OHa YCMoKOWUTCS U pacciiabutes. YTobbl
06nerunTh 3acbinaHune, Mbl cenyac NpuUHUMaeM MenaToHuH” — 5 net

Y ueTblpex AeTen arnHos BO CHe (Nepuoanyeckmne 0CTaHOBKM B AbixaHuu) (Souza 2011;
Siggberg 2011; Risheg 2013; Peddibhotla 2013). Y oaHOM AeBOYKM anHO3 BO3HWKIIO M3-3a
TOr0, YTO NPOU3BOJILHO 3aKPbIBACSA HAATOPTaHHMK (B HOPME OH 3aKpblBaeTCs TObKO Mpu
npueme nuwy, 4TobLl OHA He Nonagana B AbixaTeNbHble NyTh). JeBoyke noTpeboBanacb
TPaxeoCTOMUs — OnepaLmsi, BO BpEMsSi KOTOPOU [AenatoT Haapes B Tpaxee Anst 0bneryeHms
abixanms (Risheg 2013).

“B mnapeH4ecTBe y Hero 6binv Hebobwne Npobnembl C AblXaHWEM, OAHAXKAbI
noTpeboBanach BEHTUNALMSA NErkux. B nontopa Mecsua oH B NepBbIN pa3 HeHaao/ro
nepecTan AplllaTb BO CHE, U COMHOrpadus noATBepanna LEHTPabHOE arnHo3 BO CHE.
Mocne MeaMKkaMeHTO3HOro feveHns ctano nydwe. OaHako OCTaHOBKM [blXaHUS He
npekpaTUINCb, arnHo3 CTano 06CTPYKTUBHBIM (MPOMCXOAUT, Koraa 610KMPYIOTCS BEpXHME
AblxaTenbHble nyT)” — 2 roaa

Y oaHoro pebeHka o6Hapy»eHa aHOManusi Cene3eHKkn U NeyeHu, oaHako 6onee noapo6H o
nHdopmaummn HeT (Unique). M3BeCTeH cryyalt 3aTsSXKHOW XXENTYXM B M/afeHYecTBe
(Unique), rvunepruapo3a, Npu KOTOPOM MoBbiLWeHo noTooTaeneHue (Unique), rnoTvpeosa,
npy KOTOPOM LUMTOBMAHAs Xene3a BblpabaTbiBaeT HegoCTaTouHO ropMoHoB (Peddibhotla
2013), actmbl (Peddibhotla 2013; Unique). [Boe aeTelt noaBepXeHbl CE30HHOW anneprm
(Unique). ¥ Tpex geBo4ek LWIMPOKO paccTtaBneHbl cockn (Al-Kateb 2010; Risheg 2013;
Peddibhotla 2013).

KakoBbl nepBble CUMNTOMbI?

Y MHorux aeten (11 n3 23) HeEKOTOpbIE NPU3HAKM XPOMOCOMHOWM aHOManuUn 3aMeTHbI YXKe
npu poxaeHuu. MpusHaku BKIOYanM B cebsi HEAOHOLEHHOCTb, HU3KUIN BEC NPU POXAEHUM
Wnn crieumdmyeckme YepTbl iMua (HanpuMep, WWPOKMI 106 nnn ry6oKo NocaXKeHHbIe
rnasa). Takxe B MnageH4ecTBe BbISIBNISIOT MOPOKK Cepaua, aHOManuu xxenyaka,
nNpo6neMbl C AbIXaHWEM WU FUMOTOHMIO.

O6bl4HO poauTeny 3amevatoT 0Co6eHHOCTH pebeHka Ha NepPBOM roAy XXU3HW, HO AMarHo3
MOTYT CTaBUTb 3HAUUTENbHO Mo3xe. NogoneyHbM Unigue MUKpoaeneumio
AvarHoctMpoBanu B 1 roa v 2 Mecaua, 3 roaa, 6 net u 16 net. B MeanuunHckom
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nvTepaTtype YNOMMHAKOTCS WeCTb C/lyYaeB NoCTaHOBKM AMAarHo3a HOBOPOXKAEHHbIM
(Hurgolu 1984; Risheg 2013; Peddibhotla 2013) n Tpn — B 60nee no3aHem Bo3pacte: 1
roga un 3 mecsaues, 10 net, 34 net (Peddibhotla 2013). B nepBble MecsLbl U oAbl XXWU3HM
MHOMUM CTaBAT AMArHO3 «OTCTaBaHWe B (M3MYECKOM pPa3BUTUN»: 3aE€PXKN B Pa3BUTUM
peun 1 MOTOPVKK HabnoaatoTcs y 6oblumnHcTBa Aeter (Hurgolu 1984; Archer 2005; Al-
Kateb 2011; Siggberg 2011; de Smith 2011; Souza 2011; Risheg 2013; Peddibhotla 2013;
Unique).

“HaM ckasanu, Y4To y Hee C/I0XKHOE HapyLUeHWe pa3BUTUS, U OHa OTCTaeT OT

CBEPCTHMKOB. Koraa el 6bi10 YeTbipe, HanpaBum Kk reHeTuky” — 10 net

JleyeHne n nNnaHoBble MEAULIMHCKNE OCMOTPbI

Onsa ¢pm3nuyeckoro, NCUXMUECKOro u MEHTAJIbHOro pa3BUTUSA NOJIE3HO pPerysiapHo
pa6oTaTb CO cneyuanmucTtamm.

PerynspHas koMnnekcHas Tepanus MOXeT OKa3aTb 3HauuTesbHyo NoMollb B 6opbbe ¢
pa3nMuHbIMK HexXenaTebHbIMKU CUMNTOMaMu Mukpoaeneuun 19p13.3. HekoTopble
TepaneBTUYECKME METOAbl YNOMSHYThl B COOTBETCTBYIOWMX pasfenax Bblwe. Huke
OMNMCaHO, KaKMX YyULlEHWUM MOXHO AOCTMYb Ha CaMbiX PacnpOCTPaHEHHbIX Kypcax
neyeHusi. Mo MHEHWIO poauTenel, Ans NoCTOSIHHOrO Mporpecca Bpayu, YneHbl CEMbU U
yuuTenNst AOJHKHBI COTPYAHMYATL M CO34aBaTb YCNOBUS Ans pa3BuTUS pebeHka Kak AoMa,
TaK W B LWIKONE.

PeueBas 1 si3bikoBas Tepanus. Jloroneabl 3aHNMAlOTCA CO BCEMU AETbMM, Y KOTOPbIX
€CTb NPO6MEMbI C PeYblo, 3TO MOXHO AeNaTh YXXe C TPEXMECAYHOro BOo3pacTa. MOCKObKY
opraHbl pOTOBOW MOMIOCTU 33€MCTBOBaHbI HE TOSIbKO MPY rOBOPEHWN, HO W MPpU efe,
3aHATVS MOTYT MOMOYb HOPManu3oBaTb KopMneHue. C noronegamMm paboTaloT MHOMMe
noJoneuHsle Unigue.

“3a MecaL 10 TOro, Kak el UCNOMHUMNOCh AIBa roZia Mbl HAYanMM XOAUTb B LIEHTP PasBUTUS
peun, 1 C TeX Nop PerynsipHO 3aHMMaeMcCsl. ITO TaKXXe NMoMOraeT el fydlle yntatb” —
10 net

Iprotepanua (3T). dproTepanesTbl paboTatoT C AETbMM, YTOObI HAYUUTb UX
CNpaBAsTbCS C NOBCEAHEBHLIMM 3ajaYaMU. DTO 3aTparMBaeT He TOJIbKO HaBbIKM
camMo0o6cyXnBaHMs (HanpyMMep, CaMOCTOSITENbHO 0AEBaThCS), HO M MEHee OYEBUAHbIE
cchepbl: 06yyeHne NUCbMy, paboTy HaZ BOCMPUSITUEM. DproTepanys ynyyllaeT MenKyto
MOTOPWKY, MOMOTrAEeT CrpaBnsTbCs C HApYLIEHMEM CEHCOPHOW 06paboTkK, ynydwaeT
KOHLEHTPALMIO BHUMAaHMS. 3TO MOXET BbiTb MOSIE3HO HE TOMbKO ANS AeTei, HO 1 Ans
MoApOCTKOB.

“Mbl pa3 B Heaento Xo0AnM K aprotepaneBTy pa3sBuBaTb MeNKyl MOTOpPUKY” — 3 roga
“Mbl 3aHMManMCb C 3proTepaneBTOM C TPeX A0 BOCbMM NIET, 3TO MOMOI/IO el pa3BuTb
HaBbIKM KPYMHOM 1 MepKoi MoTopukn”— 10 net
®usnorepanun. GuanoTepaneBTbl NOAGUPAIOT yNpaXKHEHUS, KOTOPbIE NOMOraloT I0AAM
HayuMTbCS Nyylle ynpasnsaTb CBOUM TenoM. Poautenu nogoneyHsiX Unigue oTMeyvatoT, UTo
[ETW Nydlle KOHTPONUPYIOT CBOW ABWXKEHUS, yyaTCs AepXaTb paBHOBecUe
“B pesynbTaTe GuU3NOTEPANUM YIyULIAETCS OCaHKa, HO M3-3a HU3KOMO MbILLEYHOTO
TOHyCa nporpecc He Tak Bennk”— 10 net
PaboTa ¢ apTUKYNSLUMOHHLIM anNapaToM MOXET MOMOYb HOPMann3oBaTb KOPMIEHME
(Unique).

PerynspHbie BU3UTbI K Bpayy — BaXXHas 4acTb >XMU3HU YenioBeka C MVIKpO.Cl,erIELI,VIEI‘/‘I
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19p13.3. MnaHoBble OCMOTPbI MOMYT BK/OYATb MOCELLEHME TaKuUX CNeunanncToB:
Kapanonor — CreuunanucT no CTpoeHnio, paboTe 1 BO3MOXHbLIM NMOpOKaM cepaua;

3HAOKPUHOOI — CMELMAMCT MO JIEYEHUIO 3a60IEBAHMI, BbI3BAHHBIX
rOPMOHasbHBIM C60EM B OpPraHu3Me;

racTpo3HTEpPOsIor — CreLMaInCT Mo NIeYeH o 3a60/1eBaHNI CUCTEMbI MULLEBAPEHNS ;
Hedponor — crneumnanicT no eveHnio 3aboneBaHuin Noyek;

HEBPOoJZIor — CneunanuncT no Ne4YeHuo 3aboneBaHuii HepBHOl‘/'I CUCTEMbI: FOJIOBHOIO
MO3ra, CNMHHOIro Mo3ra n HepBOB,

ocdbTanbMoNor — creumnanmcT no fieveHnto 3aboneBaHuii ras;
neguaTp — CneLmanmcT fo JIEYEHNIO AeTel;

yposnor — cneunannct no neyvyeHuro 3a60/1eBaHMiN MOYEBbLIAENUTENBHOW CUCTEMBI.

KoHcynbTaumm Takxe MoOryT faBaTtb

KOHCY/IbTaHT M0 BONPOCaM HeAepXaHUsl — MeAMLIMHCKMIA paboTHIK,
creuman avpyoLmiicss Ha NPobremMax MOYEBOro My3blps M KULLEYHIKA

nefgaror-ncuxonor — CneynanncT, OKa3bIBaOLMIA NOMOLLb AETSM U noapocCTkamMm,
KOTOPpbIE UCMbITbIBAOT TPYAHOCTU B O6YHEHMM;

reHeTuK — cneunannct no BonpocaM reHeTuku,;

MeAMKO-reHeTUUYECKUIA KOHCYNIbTAHT — MEeAULIMHCKUI PaboTHUK, UMEHOLLWIA
creumanbHyo NoaroToBKY M OMbIT paboThbl B 06/1aCTU MEANLIMHCKOMN FEHETUKM 1
KOHCYbTUPOBaHS;

naTpoHaXXHasi cecTpa — MeAcecTpa, MMerowas Keanmdbukaumio Ans noMoLM CEMbSIM
C MnageHuamMn n ManeHbKUMn eETbMU;

COLUMaNbHbIN PA6OTHMK — KOHCY/IbTaHT MO MPaKTMYECKUM BOMPOCaM, TakuM Kak
nocobusi, >KUIbe 1 HEBHOW yXOA,.

CoBeTbl poauTenemn

PoauTtenu netelt ¢ Mukpoaeneuven 19p13.3 pacckasanu o TOM, KakK CrpaB/siiivch C

TPYAHOCTSIMM, O CBOEM OfbITE M TPEBOrax, 0CO6EHHO MpW MEPBOW NMOCTaHOBKE AMArHo3a:
“Korga eil Toflbko MOCTaBWAM AMArHO3, Mbl XOTENM 3HaTb, YEro HaMm oXxwuaaTtb. Kakos
NMPOrHO3 Y CMOXET /I OHa YeMy-TO yunTbCa? OTBETOB Y Hac MoKa HET, HO Mbl MOHSN,
YTO rnaBHOe — MoMoraTb et 6opOoTbC CO BCEMU TPYAHOCTAMU U CNaboCcTaAMU. BaxkHo
HalTW XOpOLLEro neanaTpa, Ytobbl OH cneann 3a pasBUTMEM pebeHKa 1 MOT MPEeANoXUTb
BapUWaHTbl neveHns”.
“MNocne anarHosa Mbl BOSIHOBaNMCL O TOM, Kak OH byaeT pa3suBaTbCs. Pa3obpaTbcs Ham
OYEeHb MOMOI/IM Hall MeAVaTp U poauTenu Apyrux AeTen C 0CO6EHHOCTSMU pa3BuTusa™.
““MoM1 rmaBHbI BOMPOC BCE elle 0 TOM, YTo ByAeT, Korda OHa CTaHeT cTapue. Eue MHe
Xalb, YTO Mbl He 3HanM NPo ee NpobneMbl CO 3peHnem”.
“He cpaBaiitecb. [lenaite To, YTO CYMTaeTe NpaBWibHbIM. He 6oiTECh MEHSITL MyThb,
€C/IN BaC YTO-TO He ycTpauBaeT™.
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Yero xpartb B 6yaywem?

MpUYMH ANs COKPALLEHNUSt NPOAOJDKUTENBHOCTM XM3HM NMOKa He 06HapY»KeHo. Y MHOMMX
AeTeli C TPYAHOCTAMU B 06YYEHUN M 3aZiepXXKaMuU B Pa3BUTMM CEpbe3HbIX Npo6reM co
3[J0POBbEM 3a4acTyto HeT. Mpu NpobnemMax c cepaueM MoXeT noTpeboBaTbCs
MEeAMLMHCKOE HabMiofeHe U XMPYPrYeckoe BMELLATENbCTBO.

nepuon nosioBoro cospesaHnsa M NpoaoJiNKeHune poaa

B MeaMLIMHCKOW NuTepaType ecTb YNOMUHaHMS LWeCTu NoAPOCTKOB C MUKpoAeneumeit
19p13.3 crapwe 14 net (Archer 2005; de Smith 2011; Risheg 2013; Peddibhotla 2013;
Unique). Moapo6HbIX cBeAeHMIA HET. Y 04HOM AEBOYKM B 13 NeT Havasncs HOpMasibHbIi
MeHCTpyanbHbIi uukn (de Smith 2011). O poxxaeHuM aeTen y poauTtenst ¢ MUKpoaeneLmen
19p13.3 nHdbopMaumm Her.

TekylimMe nccnenoBaHus: reHbl-kaHAUAaTbI

Yuactok 19p13.3 pacnonoxeH Ha xpomocoMe 19 (hg 19) Ha yuacTke 0-6,9 M6. Pa3mepol
MUKpoZeneumnii Bapbupytotcs oT 0,2 M6 go 3,6 M6. 3T0 03HAYaeT, YTO B HUX MOXET
OTCYTCTBOBaTb OT NsiT A0 6onee coTHu reHos (Al-Kateb 2010; Souza 2011; Peddibhotla
2013). K reHaM-kaHauaaTaM, KOTOpbIE MOMYT BAMSTb Ha NPOsIB/IEHWE 0COBEHHOCTEN,
CBsI3aHHbIX C MUKpoaeneuueln 19p13.3, oTHoCATCS:

B 7HEG — yyacTByeT B 06pa3oBaHuu 6eIKOB, Pa3BUTUM FOPMOHANbHON U
penpoayKTUBHOM CUCTEM, Ero OTCYTCTBME MOXET MPUBECTU K YMEHbLUEHWUIO Pa3MepOB
Tena.

B SHC2— yyacTByeT B CO3pEBAHWM CEHCOPHBIX HEMPOHOB (HEPBHBIX KNIETOK) B MO3re,
MOXET BMATb Ha NOTEPIO Cryxa unn NpobnemMbl Co 3peHneM.

B ELANE— BNusSIET Ha UMMYHHYIO CUCTEMY U CMOCOBHOCTb BOPOTLCSA C MHMEKLIMAMMU.

B S7K11— ero peduuuT BbI3bIBAET cMHAPOM [eiiTua — Erepca (MUMrMeHTHbIE NATHA Ha
KOXe U Npobnembl C NuLEBAPEHNEM ).

B KISS1R — ynpaBnsieT MHOXECTBOM MPOLIECCOB, BKJIIOUasi pErysaLuio ropMOHOB,
Hayasno nosIoBOro co3pesaHns, paboTy Mo3ra u nosegeHve. C 3TUM reHoM MoryT 6biTb
CBSA3aHbl TPYAHOCTU NMPU KOPMAIEHNM, HapylueHns B paboTe noyvek u TpyaHOCTY B
06yuenum.

B ACTAY— yuyactByeT B paboTe MO3ra, CBSI3aH C r’MNOTOHUEN — 3aEPXKKOW B Pa3BUTUM
[BWraTe/bHbIX HABbLIKOB.

B GNA11w TLEZ2 — cBsi3aHbl C aHOManusMu CTPOEHUs iula U paboTbl cepaua.
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HekoTopeble reHbl (M COOTBETCTBYIOWME Mapbl
OCHOBaHMIA), pacnofioXeHHble Ha 19p13.3:

1 1 Turas THEG (362 057-376 013)

o SHC2 (416 583-460 996)
e L ELANE (852 291-856 246)
. [ — 1000000 (250 o KISSIR (917 342-921 015)
| = ) STK11 (1 205 798-1 228 434)
; —2000000
TunnyHas
% 3000000 MUKPOREnelns 2 TLEZ(2 997 636-3 029 165)
) — (1 600 000-4 GNALI (3 094 408-3 121 454
a2 — — 4000000 200 000)
1 — _
= 5000 000
Chromosome 19 — 6000000
—6900 000

Xpomocoma 19

Mpumeyanve: [aHHble, NpeACTaB/EHHbIE HA 3TOW CXeMe, OCHOBaHbI Ha 19- Bepcum
cbopku reHoma yenoseka (hgl9, noapobHee cM. cTp. 4). Pe3ynbTaThl XPOMOCOMHOTO
aHanusa Bawero pebeHka MoryT 6bITb OCHOBaHbI Ha Apyrol Bepcumn cbopku. Ecnv Bam
Hy>XHa MOMoLLb C paclundpoBKOM pe3ynbTaToB aHanmsa, obpaTtutecs B Unigue vnn
MPOKOHCYbTUPYWTECH C BP@YOM-TEHETUKOM.

MNOTHOCTb rEHOB Ha y4yacTKe AOCTATOYHO BbICOKAs, MO3TOMY B Aeneunn MOXeT bbb
3aeMCTBOBAH Lienblii HAbop reHoB. Y3HaTb, Kakasi YaCTb FrEHETUYECKOro MaTepuana
OTCYTCTBYET, MOXHO N0 TOYHOMY pa3Mepy M MECTOMOJIOXEHUIO Aenlelun. BaxKHO NOMHUTD,
4YTO M3y4eHWe reHoB, OTBEYAIOWMX 3@ OMpeaesieHHble NPOSBIEHNS MUKPOAENeLnn
19p13.3, npeacTaBnseT HayuHYIO LLEHHOCTb M MOXET Jiedb B OCHOBY OyayLumx
UCCNEA0BaHUIA, HO He rapaHTUPYET HEMEANIEHHOTO BHEAPEHUS Y yULlEHHbIX METOA0B
neyeHuns. KpoMe T0ro, aaxke OTCYTCTBME FeHa He BCeraa BAUSIET Ha BbIPAXEHHOCTb
onpeaeneHHoro CUMMNTOMa M He 03HayaeT NMpsIMY0 3aBUCUMOCTb 3TOM0 CUMMTOMa OT
yTpaTbl 3TOrO reHa. Ha creneHb Bblp@>X€HHOCTWM CUMATOMOB BAWSIIOT U Apyrue
reHeTndeckme hakTopbl M hakTopbl OKPYXXatoLen cpespl.

MouemMy 3TO npou3oLwwno?

AHanus KpoBu 060MX poauTeneit NO3BOJISIET BbISIBATL MPUUMHBLI Aeneumn 19p13.3.
PebeHok MOXeT yHacnegoBaTb MUKpPOAENeumio OT MaTepu un otua. M3BecTHo o wecTtu
cnyyasx HacnegoBaHus (Peddibhotla 2013; Decipher). OaHako BO3MOXHbI Clyyau, Koraa
XPOMOCOMHbIX U3BMEHEHWI HET HW Y OAHOMO U3 poanUTeneil. 9TO 3HaUWUT, YTO MUKPOAENeLms
npousoLUna BNepBble, a He YHacnegoBaHa. eHeTUKM Ha3blBaloT 3TO SIBNeHue de r1ovo
(naT. «3aHoBO»). Mukpogeneuust 19p13.3 de novo obpasyeTtcs B pe3ynbTaTe U3MEHEHUH,
KOTOPbIE NPOUCXOAAT B MpoLecce GopMUMpOBaHUs CNepMaTo30Ma0B OTLA UK ANLLEKNIETOK
mMaTepu unm B npouecce OPMUPOBAHUS U AeNeHNs KIETOK Ha paHHUX CTaaumsiX
3M6pMOHaNLHOTO pasBUTUS.

Balum feicTBus Kak poauTenst HU 0, HX BO BpeMsi 6epeMEHHOCTU He SIBNSIKOTCS NPUYMHOM
Hannuusa y pebeHka Mukpogeneumn. Ha ee nosiBneHve He MOrnM NOBAMSTbL HU 06pa3
XXV3HU POAWTENEN, HU NMUTaHWE, HU OKpYXKatowas cpeaa.
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Mo)keT 511 3TO NOBTOPUTHLCA?

ECnu HM y 04HOTO M3 poauTesnieln HET XPOMOCOMHBIX M3MEHEHMUIA, BEPOSITHOCTb TOrO, YTO
cneayowmin pebeHok Takxe poauTca ¢ Mukpoaeneuvei 19p13.3 unu apyrum
XPOMOCOMHbIM OTK/IOHEHWEM, KpalHe Mana. BcTpeyatotca peakuve criyyam (MeHee 1 %),
KOrAa aHanM3 KpPOoBW MOKa3biBaeT Yy poauTeneli HopMasbHble XPOMOCOMbI, HO MPW 3TOM
HECKOJIbKO SIMLEKNETOK UM CNEpPMaTO30MAOB coaepxaTt Mukpoaeneumo 19p13.3. 310
SIBMIEHME HA3bIBAETCA MO3aMLIM3MOM KJIETOK 3apOAbILLEBOM IMHUK. TpU HEM B CEMbE
MOXXET POANTLCS elle 0ANH PeBEHOK C 3TOM MUKPOZENeLMe, Aaxe ecnm pesybTaTbl
aHanM3a XpoOMOCOM poauTENei B HOpMe.

B cnyyasix HacneACTBEHHOM MUKPOAENeL MM BEPOSITHOCTb POXAEHUS elle 0aHOro pebeHka
(kak Manbuuka, Tak v AEeBOYKM) C TaKMUM Xe OTKJIOHEHWEM cocTaBnsieT 50% npwv Kaxaoin
6epemMeHHOCTU. TeM He MeHee, TOYHO OMNpeaenuTb, Kakoe BIMsIHAE MUKPOAENeL st OKaxeT
Ha pa3BuTMe, 300POBbE M NoBeaeHne pebeHka, HEBO3MOXXHO.

Mpy1 NNaHMpoBaHWK criedytowent 6epeMeHHOCTM ceMbe A0MKHA BbiTb NPeaIoXKeHa
KOHCYy/lbTaumMsi Bpaya-reHeTvka.

NMpumevaHms:
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MpucoegunHsaiTechb k coobwecTsy Unique, YTo6bl Nosy4yaTb AONOJIHUTENbHYIO
nHdopMaumio, He06xoAMMYHO NOMOLLb, @ TaK)Ke BO3MOXXHOCTb 06LeHus C
CceMbsIMM, B KOTOPbIX BOCMUTbIBAOTCA A€TU C XPOMOCOMHbIMU HapyLUEHUSIMU.

Unique — 310 6ﬂaFOTBopMTeﬂbHaﬂ HerocyfapCTBeHHas opraHusauus. ®GuHaHcoBas
noaaepXkKa OoCyLeCTBAAETCA UCKTIOYUTENIbHO 3a CHET MPaHTOB U nO)KepTBOBaHVIl‘;I. Bbl
MOXETE CAeNaTb NOXeEPTBOBAHME Ha HalUEM Od)VILl,VIaJ'IbHOM caitte

www.rarechromo.org/donate Momorute HaM, YyTobbl Mbl MOMOIIM BaMm!

Tpynna noanepXxku cemei ¢ peakumm Homep B peecTpe 6naroTBOpUTENbHBIX
XPOMOCOMHbIMU  OTKJIOHEHUAMMU opraHuzaumin 1110661
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