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Mukpoaeneuuu 19p13.12

Mukpoaeneuuns 19p13.12 — 3TO o4eHb peakoe
reHeTnyeckoe 3abonesaHue, BbiI3BaHHOE NMoTepen
HebOoNbLUONM YacTn reHeTMYEeCKOro MaTepmnana XpoMoCOMbI.
B naHHOM cnyyae 3TO y4acTOK XpOMOCOMbI 19, nnn
Mukpogeneums pl13.12 (cMm. gnarpammy Ha cTp. 3).
Mukpogeneunern Ha3blBaloT HEAOCTAOLWY MasleHbKY Mo
pa3sMepy 4acTb XpOMOCOMbI (MeHblle 5M6). NHdopmMaums B
AaHHON Bpowwtope ABsSieTCS HOBOW, MOCKOMbKY peyb nget
0 HeAaBHO OTKPbITOM CMHAPOMe. BepoaTHO, nocneacTems
AaHHoro 3aboneBaHns MOryT 6biTb pa3HOO6pa3HbIMK: OT
He3HaunTesbHbIX A0 CEPbE3HbIX.

F'eHbl ® XPOMOCOMBI

Teno 4yenoBeka COCTOUT U3 TPUISIMOHOB KJ1ETOK. B
60MbLUIMHCTBE KNETOK COAEpXMTCS HAbop NpuMepHOo 13
20000 pasnuyHbIX reHOB, KOTOpble HeCyT B cebe
MHMOPMaLUMIO 0 3aKOHOMEPHOCTAX pasBUTUS, pocTa
Hawero opraHmama 1 ero GyHkuuax. FeHbl HaxoasaTCs B
XpOMOCOMax, KOTopble NpeacTaBnsatoT cobom CTPYKTypbl
BHYTPM KJIETOK. XpOMOCOMbI COAepXXaT reHeTU4eCKni
MaTepuan vnnn AHK, n3 KoToporo COCTOSAT HalUW reHsbl.
XpomMocoMbl 06bIYHO pacnofnaratoTcst napaMm, No 04HOM
XPOMOCOME OT KaXxaoro poautens. Y yenoeeka umeercs 46
XPOMOCOM, AABE U3 KOTOPbIX SIBASIOTCA NonoBbiMK: XX (Napa
X- XpoMocoM) y aeBo4ykn n XY (oagHa X-XxpoMocoma un ogHa
Y- XxpoMocoMa) y Manbuunka. OcTtaBlimecs XpoOMOCOMbI
rpynnupyroTcs B 22 napbl M HyMepyloTcs oT 1 o 22,
HauMHasa C caMbiX 60MbLINX XPOMOCOM A0 CaMbIX
ManeHbkux. Kaxxgas xpomocoma nmeeTt KopoTkoe (p) niedo
(o1 dpaHuy3ckoro petit — ManeHbkMin) U AnnHHoe (q) nieyo
(cM. gnarpammy Ha cTtpaHuue 3). B uenom ans
HOPMasibHOro pasBUTUSA OpraHU3Ma HyYXHO onpeaesieHHoe
KONIMYECTBO MrEHETUYECKOro MaTepuana — He C/IMLWKOM
Masio U He C/INLWIKOM MHOro. Ha pa3sBuTtue 4yenoseka,
¢dopMupoBaHue ero IMYHOCTU, Ha NOTpebHOCTM K
OOCTMXEHMUS OKa3blBaeT B/IMSIHME KaK FreHeTU4eCcKkui
MaTepuan, Tak U cpeia, B KOTOPOW OH XWUBET.

PaccmoTtpuMm xpomocomy 19p13.12
XpOMOCOMbI HeNb35 YBUAETb HEBOOPYXXEHHbIM M1a30M, HO
€C/IN OKPacuUTb UX N YBESINUYUTb NOJ MUKPOCKOMOM, TO
MOXHO pacCMOTPEeTb Ha KaXXAoM U3 HUX XapaKTepHbIi
PUCYHOK U3 CBET/bIX N TEMHbIX MO0C. 3TW MOSI0CbI MOXHO
yBuAeTb Ha Anarpamme xpomocomsel 19 (cm. cTp. 3).
Kaxxgas nonoca Kaxaom XpoMoCOMbl COAEPXKUT MUITNOH
nap ocHoBaHun [JHK. MNapbl OCHOBaHWUI — XMMUYeCcKne
coeanHenunsa B [1HK, koTopble 06pa3ytoT Hekune
nepexkaaanHbl NOX0XME Ha NeCcTHULY CTPYKTypbl AHK.
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Y nogen ¢ mmkpogeneuuert 19p13.12 pa3mep HepocTawowen
4yacTu reHeTMYeCcKoro MaTepmarsna XpoMOCOMbl BapbuUpyeTCcsl OT
0.16M6 no 2.53M6.

- B pun

14.0M6 16.3M6
pl13.12 1 napa ocHoBaHwui = n.o.
1 000 nap ocHoBaHuM = 1 T.H.
1 000 000 nap ocHoBaHuii = 1 M6
1M6 59.1 M6

lMokasaTenu Ha AaHHOW guarpamme
OTHOCATCS K BEpcun cbopku reHoma
yenoseka 19 (hgl9; cm. 6onee

L[]
13.43 ot

MON — — QM g
S Srtelia | sl § §2§ noapobHas MHbopMaLus AOCTYMHA Ha
N [ DESeISAls (RETes | R Sl | el cTp. 4). B reHeTMYeckoM nacrnopre
KopoTk i LSTUHH Ballero pebeHka MOryT coaepxarbes
oe (p) — oe (q) [aHHble 0 ApYyron Bepcun reHoma
nnevo UeHTpomepa nnevo yernoBeka. 3a pasbsiCHEHWEM 1060
MH@OopMaLmm MoxeTe 06paTUTLCS B
Xpomocoma 19 doHa Unique uim K BpayaM-reHeTMKam

FeHeTMYyeckMn nacnopr

Mukpogaeneumm XpoMoCcoMbl 19 HACTONIbKO Masbl, YTO UX HEBO3MOXHO YBUAETb
Aaxe C NMoMOLLbO CaMOro MOLWHOIro MMKpocCkoria. MO}'IEKy}'IﬂpHaﬂ D,HK TexHonormnsa
NMO3BOJIAET NOYUYUTb Hanbonee To4UHblE AaHHbIE O pa3Mepe N pacnoJiIoXXeHUn
HeaoCTaruwero yy4yacrka. 270 BaXHO, MOCKOJIbKY Y4YE€HbIE PACNO3HAIOT Nr'eHbl N
onpeaendarT Nx pacrnosiooxkeHmne Ha XpoMoCcoMe.

FeHeTMYeckue uccnepgoBaHus
Haunbonee WMpoko Mcnonb3yemble METOAbI MCCNeaoBaHusa — ®noypecueHTHas
rmbpuamsauums in situ (FISH) n npymeHeHne MMKpPOYUNOB:

e ®noypecueHTHasa rmbpmamsaums in situ (FISH) — metoa, npu KOTOpoM C
NOMOLLbIO

d0OPECLIEHTHbBIX KpacuTenem AETEKTUPYETCA KOMYECTBO KOMUNA
HebonbLIMX YHacTKOB XpOMOCOM. Ha cante Unique onybnunkoBaHa
oTaenbHasa 6powtopa, nocesweHHas Metoay FISH.

OpaHako, peakne XpoMOCOMHble 3aboneBaHns MoryT 6bITb Bbl3BaHbl HACTO/IbKO

ManeHbKMMWN N HEOYEBUAHBIMW Ha NepPBbI B3rns4 USMEHEHUSMU B XPOMOCOMaX,

UYTO X HEBO3MOXHO YBMAETb C MOMOLLbID MMKPOCKOMA.

e  BbICOKOYYBCTBUTESIbHbLIA METOA MAaTPUYHOM CPAaBHUTEIbHON FEHOMHOM
rmbpuamsaumu (array CGH) no3BonseT yBuaeTb nossaeHue (1
MoTepto) KpoleyHbix yyactkoB JHK B xpomocomax. C noMoLLblo
MaTPUYHOIN CPaBHUTENIbHON FreHOMHOM rmbpuamsaumm (array CGH) MoxHO
onpeaenutb AybnvpoBaHHblE UM HELOCTAKOLLME YHACTKM XPOMOCOM.



NeHeT4yeckoe 3aKk/irnyeHue

Bpay-reHeTmK nnm cneunanmnct No reHeTMYEeCKOMY KOHCY/IbTUPOBAHMIO CMOXET

pacckasaTb BaM, Kakme y4acTKn XpOMOCOM Baluero pebeHka

noespexgeHbl. MNpn Mmukpogeneumn 19p3.12 pesynbTaThbl, BeposTHee BCcero, 6yayt

cnenyrowmmn:

arr[hg19] 19p13.12 (14,661,584-15,655,570) x1 dn

arr AHanu3 NpoBeAeH MeTOAO0M CPaBHUTE/IbHOW reHOMHON rMbpuamnsaummn Ha
Mukpoumnax (array CGH)

hg19 Bepcusi reHoMa 4enoBeka 19. 3710 aTanoHHasa nocneposatensHocTb AHK, B
COOTBETCTBUWN C KOTOPOM HYMEPYIOTCS Napbl OCHOBaHWM. Mo Mepe nsyyeHus
reHoMa 4yesfioBeka nosiBAAKTCA HOBble BEPCMW FreHOMa, U HoMepa nap
OCHOBaHWI TOXe MOryT MeHSTbCS

19p13.12 TMoBpexaeHHast xpoMocoMa — 19, aeneums B y4acTke XpoMOCoMbl p13.12

14,661,584-15,655,570 Mapbl ocHoBaHui Mexay 14,661,584 n 15,655,570 yyactkamu
OTCYTCTBYIOT. Bbluntaem nepeoe 4nmcno U3 BTOporo, 1 nony4daem 993,986
(0,88 M6 nnun 588 T.0.). ITO KOMYECTBO HEAOCTAOLWMX Nap OCHOBAHWUNA.

x1 o03Ha4yaeT, YTO Ha 3TOM y4yacCTKe MMeeTCsa TO/IbKO OAHa Konus 3Tux nap
OCHOBaHM, korga obbl4HO Takmx nap Ase (N0 OAHOM Ha Kaxaom
XpoMmocomMme 19)

dn o3Hauaet de novo. lpn aHanMse XpoMOCOM poanTenen He 6bIS10 BbISBNEHO
Aeneumn uan Apyrmx UsMeHeHuin Ha y4dacTke

XpoMocoMbl 19p13.12. O4eHb ManioOBEpPOSATHO, YTO Aeneunsa bblna yHacnenosaHa,

CKOpee BCero oHa BnepBble NosiBuiacb MMeHHo y pebeHka. mat o3HauvaeT, uTO

aeneuns 6bina yHacnegoBaHa oT

maTtepu, a pat - ot oTua.

dopmMmupyrowmimnca peHoTUN: Yero oXxxmaaTb

N3meHeHMs XpoMOCOMbI 19 BCTpeyarTCcs HeYacTo, a 0 cny4dasx ¢

MUKpoaeneumen coobllaeTca KpaHe peako. Jinwe y AByX yneHos rpynnbl Unique
nMeeTcs Mukpoaeneums 19p13.12.

HepnaBHO B MeanumHckom nutepaType 6bina onybnnkosaHa nHdopMaums o cemu
cnydasax mukpogeneumn 19p13.12. (Engels 2007; Jensen 2009; Bonaglia 2010;

Van der Aa 2010; Kosaki 2011; Gallant 2011; Dale 2012). B 6a3e aaHHbix Decipher
(www.decipher.sanger.ac.uk) Takke coaepXxuTcs nHdopMaLums O WeCTu Iaax C
Mukpogeneumern 19p13.12. MockonbKy nogen ¢ gaHHbIM

OTK/IOHEHMEM KpaliHe Maso, HET KOHKPETHOro NpeacTaBieHns O NOJSIHOM CreKTpe BcexX
BO3MOXHbIX NPOSAB/EHWI AAHHOIO BUAA Mukpoaeneumun. lNpeacrasneHHas 3aecb
MHdopMaums B3siTa B OCHOBHOM M3 MeAULIMHCKOM nuTepaTypbl. Hanbonee
XapaKTepHbIe NPU3HaKK:

HoBopoxkaeHHble - feTu ¢ Mukpoaeneunen 19p13.12 06bl4HO poXAATCS OYEHb
ManeHbKuMn. K apyruMm sipKo-BbIpaX>XeHHbIM NPU3HakaM OTHOCSTCS: MasleHbKUIA
pa3sMep rosioBbl, YepTbl MMLa (Takme Kak, AedOpMUPOBaHHbIN Yepen,
MUHAaneBnaHas dopMa rnas u HU3KO NOCAXEHHbIe,

pPOTMPOBAHHbIE Ha3aj yLWHblE PaKOBUHbI C 6bopoaaBkamMm), rMNOTOHUSA U
3aTpyAHEHHOE AblXxaHue,

PocT - [leTn poxaatoTcs C HU3KUM BECOM; MO Mepe B3POC/IEHNUST MOXET
HabnogaTbCcs 3amMeaneHme TeMNOB PoOCTa, YTO MPUBOAUT K HU3KOMY POCTY B
3penoM Bo3pacTte. HacTo BCTpeyaeTcs CKonmo3 (MCKpUBieHue
MO3BOHOYHMKA).
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PasButue: cuaeHue, ABmkeHne, xoabba (rpybast Motopmka):
BeposiTHa onpeaeneHHas 3aAepXXKa B pasBUTUM, MHOTAA AOBOMbHO
cepbe3Has, B NpMobpeTeHnn HaBbIKOB KPYMHON MOTOPUKU. MTMNOTOHMSA
(HU3KWUIA TOHYC MbILWL, U CHUXKEHME MbIWEYHOW CUJlbl) MOXKET MOBAUATb Ha
pa3BUTUE KPYMHOW MOTOPUKM.

PasButHe: 3puTEeNIbHO-MOTOPHaA KOOpPAMHALUA, NIOBKOCTb PYyK U
CNnoco6HOCTb yXa)kxuBaTb 3a coboi (Menkas MoTopuka): Y aetein
Mukpogeneumnen 19p13.12 HabnogaeTca OTCTaBaHME B Pa3BUTUM HE TOJIbKO
rpybon MOTOPWUKMK, HO N MENKOW. B MeanumnHCcKon nutepaTtype roBopuTcs o
LUMPOKOM Anana3oHe obLuen 3a4epxKu pa3BuUTUS, HauMHas OT NEerkom n Ao
TSHXKEeNOoN CTEeNeHN, HO HET HMKAKOW AOMNOSIHUTENTbHON MHMOPMaLMKN O MeNKoMn
MoTopuKe. Ana ycnewHoro hopMMpoBaHMs HaBbIKOB CaMO0OBCyXXMBaHUS,
HeobxoANMMO pasBUTME MENIKOW MOTOPUKM.

PeueBoe 1 si3blIkOBOE pa3BUTHE: YacTo HabnoaaTcs Npobnembl B 06LLEHNM;
ANS eTell XapaKTepHa 3HauuTeslbHas 3aZepXKa pa3BUTUS peudn. Y HEKOTOPbIX
nojel peyb pasBuTa MNI0X0, MO3TOMY OHU UCMOJb3YIOT SI3bIK XXECTOB.

MoBepeHue: et c Mnkpoaeneumein 19p13.12 yacTo BbIrNSASaT CHACT/IMBLIMU U
KOMMYyHMKabenbHbIMM. HO y MHOrMX MOXeT HabnaaTbCs rmnepakTUBHOCTDL,
TPEBOXHOCTb U CK/IOHHOCTb K arpeccumu.

O6yueHwme: y geteii c Mukpoaeneumein 19p13.12 HabnogatoTcs TPYAHOCTU C
obyueHuneM, cTeneHb KOTOPbIX BapbupyeTcs. TpyaHOCTU B 06LEHNN, BEPOSITHO,
B/INSIIOT Ha CMOCOBHOCTb K 06yYeHuIo.

3peHune: o159 HEKOTOPLIX N0AEN C MUKpoaeneumen 19p13.12 xapakTepHbl 0gHa unu
Cpasy HecKo/bKo nNpobnem co 3peHneM, BKIoYas Kocornasume, 6nm3opykocTs Uam
[anbHO30pPKOCTb.

Cnyx: y 60nblUINMHCTBa Ntogen ¢ Mukpogeneunein 19p13.12 nmetotcs npobnembl Co
C/TyXOM.

Ceppaue: NnpMMepHoO B MOJIOBUHE Clly4YaeB AETU C MuKpoaeneumen 19p13.12
pPOXAAKTCA C OTBEPCTUEM B CEpPALE: Y HEKOTOPbIX OHO 3aKpblBaeTcs caMo Mo cebe,
Apyrum TpebyeTcsa Xupypruyeckoe BMeLLaTeNbCTBO.

Horu n pykm: npumepHo y 70% ntoger ¢ mukpogeneunen 19p13.12 pyku 1 Horm
BbIMSAST HE TaK, KakK Yy 340POBbIX 04N, U 3TU OTK/IOHEHUSA MOFYT 3aTPYAHSATb
ABVXXEHUS U BINATb Ha TMOKOCTb.

Monosoe co3peBaHme: Ana aeTen ¢ Mykpogeneuunen 19p13.12 xapakTepHo
paHHee NosoBoe co3peBaHMe. T 0COBEHHOCTU pacCMOTPEHbI HUXe, O4HaKOo
noapobHYy0 MHMOPMALMIO B HEKOTOPbIX Clly4asiXx HE BCeraa MOXHO HanTu.

bepeMeHHOCTb U poabl

HekoTopble getn ¢ Mmukpogeneunen 19p13.12 poamnuceb B CpoK, Npu 3TOM
6epeMeHHOCTb NpoTekasna 6e3 0CNOXHEHWN, ApyrMe poAMNNCE paHblle CpoKa
nyTeMm KecapeBa CEYeHWs, Mpu 3TOM perynspHO OTMeYanocb 3aMeasieHmne
BHYTpUYyTpobHOro pocta (40 poxXaeHus).

B ogHOM n3 cny4yaeB 6epeMeHHOCTb NpoTekasna 6e3 oCnoXxXHeHuni, Ho nocne 21-n
Heaenu Y3 nokasano 3aepxKy pocta pebeHka u BHYTPUYTpOOHOro pasBuTus
(3BYP). 3BYP o3Ha4aeT cocTosiHMe, Koraa pasMepbl Mno4a HUXE OXUAAEMbIX Ha
[aHHOM cpoke 6epeMeHHOCTU. PebeHok poanncsa Ha 32-1 Heaene nyTeM Kecapesa
ceyeHuns (Engels 2007). B gpyrom cnyyae 6epeMeHHOCTb Takxe 6bblna ocnoXxHeHa
3a4epXXKoi B pa3BuTMmM nnoaa, kotopas 6bi1a obHapyxxeHa 3a Mmecsu A0 poAoB.
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Ewe oaHom npobnemoi ctan nonmrnapamMHmMoH (M36bITOK OKONTOMIOAHbIX BOA B
aMHUOTMYECKOM NonocTu). [1Ba Apyrux pebeHka Takxe poaunncb NyTeM Kecapesa
ceyeHus. B ogHoM cnyyae pebeHok poauncsa NyTeM KecapeBa ceyeHus Ha 36
Henene 6epeMeHHOCTM, BO BTOPOM C/ly4ae KecapeBO MPUMEHS0Cb U3-3a
CHMXKEHUSA ABUraTENbHOM aKTUBHOCTU, BO3HMKLUEN B pe3ynbTaTe YMEHbLUEHUS
obbema okononnoaHbix Boa (Jensen 2009). OamH u3s geten poauncs Ha 35 Hepene
nocne Tsxxenon crenenun 3BYP (Unique). MpumepHo 40 npoueHToB (3/8) poannuck, Kak
1 nonoxeHo, Ha 40-41 Hepene, HUKAKNX OCMOXHEHWUI BO BpeMsl 6epeMeHHOCTY B JaHHbIX
cnyyasx He Habntoganock (Bonaglia 2010; Van der Aa 2010; Kosaki 2011).

HoBopo>xxaeHHble

[JeTtn ¢ Mmukpoaeneuuven 19p13.12 yacTto poXxaarTCs ManeHbKUMN. [N HUX
XapaKTepHbl cieaytowme ocobeHHOCTU: ManeHbKUA pa3Mep rosioBbl, TMNOTOHUS
WAW 3aTpyaHeHHoe AbixaHme. YacTo aetn ¢ geneumen 19p13.12 poxaatoTcs ¢
HM3KOM Maccon Tena. Bec npu poxaeHnn y cemun aeten HaXoawsCcs B CrieayoLem
avanasoHe ot 1,29 kr go 2,74 kr (2 ¢yHTa 14 yHUMn — 6 pyHTOB 1 yHUMS), CpeaHui
BEC Npu poxxaeHuu coctasnan 2,25 kr (4 dyHta 15 yHumn) (Jensen 2009; Bonaglia
2010; Van der Aa 2010; Kosaki 2011; Gallant 2011; Dale 2012; Unique). Takne getu
nepBoe BpeMs NoC/e POXAEHUA HAXOAATCHA B OTAENIeHUN peaHuMauum 1
WHTEHCMBHOW Tepanun anst HoBopoxaeHHbix (OPUT). B oTtaeneHMn MHTEHCMBHOMN
Tepanum HOBOPOXAEHHbIX yXaXUBatT 3@ 60/IbHbIMW UNU HEAOHOLWEHHbIMW AETbMU.
OavH u3 uneHoB Unique Haxoauncsa B OPUT 13 Hepenb, nonyyas pecnnpaTtopHyto
NoAAEPXKY M NUTaHMe yepes HasoracTpasbHbl 30HA,. HasoracTpanbHbln 30HA (HI3)
BBOAMTCSH B XeNyAOK Yepes HOC; OH NPUMEHAETCH A/ KOPMIIEHUS N BBEAEHUSA
NlekapCcTBeHHbIX cpeAcTB. Eule oanH pebeHok Takxe nonay4van AONOSHUTENbHbIN
KNUCN0opOA, B TeYEeHNE NepBbiX HECKONbKNX AHeln xu3Hu (Jensen 2010). Y oaHoro
pebeHka u3s otaeneHmnss OPUT 6binm BbisiBNEHbl anHo3 (BpeMeHHast OCTaHOBKa
AbixaHus) n 6pagnkapauns (3ameaneHune cepaedHoro putma) (Bonaglia 2010), ay
ApYyroro BCKOpe Moc/ie poXAeHUS MOSIBUIUCL TPYAHOCTU C AbixaHueM (Dale 2012).
dur3smyeckoe COCTosIHME HOBOPOXAEHHOIO OLIEHWMBAETCS C NMOMOLLbIO 6anbHOW CUCTEMBI
no wkane Anrap, KOTopas Y4YMTbIBAET NoKasaTenun rno TaknuMm napameTpam, Kak
cepauebueHmne, abixaHue, TOHYC MbiwL, BbICTPOTa peakuum Ha pasapaxuTenn u useT
KOXW. U3MepeHns NpoBOAATCS Yepes OA4HY, NSATb U AeCATb MUHYT NOC/E POXAEHUS.
NpeanbHbIM cuMTaeTCs MakCuMManbHbIM NokasaTesb B 10 6annos. B ogHOM cnyyae, y
pebeHka c Mmnkpogeneumern 19p13.12 6annsl Nnpyu NepBoM namepeHumn bbinn HU3KKE —
3 B NEPBYIO MUHYTY NOC/E POXAEHUS. YXe Yepes NATb MUHYT NMpy BTOPOM U3MEpEeHUmn
pe3ynbTaT coctansan 9 6annos. (Jensen 2010). B gpyrom cnyyae nokasartenu
pebeHka coctaBunu 6 6annoB Yepes MUHYTY Nocse poxaeHns 1 8 6annos yepes NaTb
MUHYT. (Gallant 2011). Y aByx Apyrnx AeTen nokasaTenu no wkane Anrap 6binm
cnegyowmmu: 9 6annos Yepes MMHYTY U 10 6annoB 3a 5 MMHYT Nnocne poXxaeHus
(Bonaglia 2010; Kosaki 2011).

MoMMMO HU3KOWM MacChl Tena y HOBOPOXAEHHbIX MOryT HabnoaaTeCs n gpyrme
npu3Hakn mukpogeneumm 19p13.12. Hanpumep, HeobblyHble YepTbl iMua 1 dopma
ronoBbl (ManeHbKas rosioBa WM HeNpaBuIbHO CPOPMUPOBAHHDbIE YLWLN). Y Manbllwen
TakxKe MOXeT HabnaaTbCa MblleYyHas rMNoTOHUS, MOTEPS MbILIEYHOro TOHyca,
4YTO NPUBOAUT K BSANOCTU MbILLLL.

KopMneHnue/nuweBapeHue
B MeamnuyHCcKom nutepaTtype HeT noapobHoM MHgopMauum 0 rnpoueccax KOpMEHUs nn
nuwieBapeHusl. EAMHCTBEHHas AOCTyNHaa nHdopMauums - ceegeHns o pebeHke
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(Engels 2007), koTopoMy 6bl/1 ANArHOCTUPOBAH ractpoa3odareasnbHbii pedtokc
(Npn KOTOPOM KMCIOTa, NOCTynawLwas n3 xxenyaka, nosBpexagaeT CIN3UCTYIO
nuwesoaa), a Takxe coobleHne o pebeHke, KOTOPbIA yMep B BO3pacTe LWeCTu et
(Gallant 2011), y Hero 6b51n 06Hapy>XeHbl HEKOTOPbIE KMLLEYHbIE MPOSIB/IEHUS
(BkOYaa ManbpoTauuilo CpegHeN KULWKKU — 3aBOPOT KnweyHuka). OAMH N3 4neHoB
Unique Takxe ctpagan MPb (ractpos3sodareanbHolt pedtoKCHON 601e3HbI0).
JleueHne NpoBOAMAOCH NYTEM XMPYPrMyeckoro BMelaTebCcTBa C MOMOLLbIO
dyHaonnukaumm no HucceHy. bnarogaps aToMy B BO3pacTe AEBSATUM MecsLeB
pebeHOoK y>xe MOor HopMasibHO nuTaTbcs, 63 ncnonb3oBaHUs 30HAA.

Opyron unen Unique cTpagan HeaepXaHWeEM Kasna B BO3pacTe CeMu feT.
HenepxaHue 6b1710 BbI3BaHO HEBPOreHHOM BO36yAMMOCTbIO KMLleyHuKa. Mpu Takom
3aboneBaHun NoOBpeXAeHHblIe HEPBOB NPUBOAMUT K HECMOCOBHOCTN KOHTPOSIMPOBaTb
NpoLecC OMOPOXHEHNSA KULLIEYHMKA.

" Y Hero Habntoganace opanbHasi FMNepyYyBCTBUTENBHOCTb, MPY KOTOPOWN OpasibHble
CEHCOpHble peLenTopbl C/IULWLKOM YyBCTBUTENbHbI K PA3fIMYHbIM TEKCTypaMu. OH
nony4aeTt Tepanuto KopMaeHus. Mol npoboBanu pasHble METOAbI U YNPaXKHEeHWUS,
KOTOpble peKoOMeHAoBas TepaneBT, YTO6bl MOMOYb eMY; YYULLIEHUS eCTb, HO
Bnepean ewe AoNrMi nyTb. Ewle oH He nobuT, Koraa ero nepeoaeBatoT Uamn
BbITUpatoT eMy N1uo. C NOMOLbIO 3proTepannun Mbl y1y4YlAeM HaBbIKN YUCTKK
3yboB” - 2 roaa.

Poct

[eTn poxaatTcs C HA3KUM BEeCOM; TaK Yy AeTel CcTapluero Bo3pacta U y B3pOC/bIX
TeMn pocTa MoOXeT 6bITb MeAsIeHHbIM, YTO MPUBOAMUT K HU3KOMY POCTYy B 3pEsioM
BO3pacTe. YacTo BCTpeyaeTcs CKONMO3 (MCKPUBEHME NO3BOHOYHMKA).

MNMokasaTtenun pocta MOXHO MpeACTaBuUTb Ha rpadumke, YTobbl NOKa3aTb HOPMasibHbIN
AnanasoH 3HayeHunn; CpegHee 3HayeHne HaxoamTcs Ha 50-M ueHTune (npoueHTtune).
Mokaszatenu nogen ¢ mukpoaeneumen 19p13.12 MOryT HaXOAUTCS B TOM Xe
AnanasoHe, 4To M y 3a0poBbix ntoger (Engels 2007; Bonaglia 2010; Van der Aa 2010;
Unique). Bec MoXeT 6bITb NPONOpPLIMOHANEH POCTy UK, KaK B C/ly4ae C ABYMS NioAbMU
HW3Koro pocta (B Bo3pacte 15 net 1 31 roga); y H1UX MOryT 6biTb Npobaembl C ANLWHUM
BecoM (Bonaglia 2010; Van der Aa 2010).

Hu3kasa macca Tena — pacnpoCTpaHeHHbI Npu3Hak npu poxaeHun. OgHa n3
yyactHuy Unique poamnacbk Ha 35-11 Hegene 6epeMeHHOCTU C 04YeHb HU3KUM BECOM
(1,290 kr/2 dyHTa 14 yHumin). B Bo3pacte 34 mecsues OHa bbina elle oveHb
MasieHbKOWM A/ CBOero Bo3pacrta. Y ogHoro pebeHka B Bo3pacTte 18 mecsiues 6bin
HW3KWUI pocT. MNokasaTenu pocra, Beca U OKPY>XHOCTU ronoBbl 6bn HUxe 3- ro
npoueHTuns. O4HaKo K BOCbMM roAaM 3TW nokasatenu 6biv B npeaenax HopMbl
(Engels 2007).

B MmeaMuUMHCKOM nuTepaType 6b1110 ONMcaHo Tpy cyvast CKonmosa (MCKpUBIieHne
no3BoHo4YHMKa) (Jensen 2009; Bonaglia 2010). OaHoMy pebeHKy AnarHoCTMpoBanm
paclwiensieHmne no3BoHo4YHUKa (spina bifida) (BpoxaeHHbI AgedeKT NO3BOHOYHMKA,
BO3HWKAMLLNIA BHYTPUYTPOOHO, NPpM KOTOPOM M3-3a LLESIM YacTb CMTIMHHOIO MO3ra
BbiMnpaeT. B pe3ynbTaTe 4Yero 4acTto BO3HMKAET napanuy HUXHUX KOHEYHOCTEN U
nopon TpyaHocTu B pa3sutum) (cMm. "Ckenet", ctp. 12) (Unique).

O6bI4HO y AeTel HabnaaeTcsa ManeHbKUI pa3Mep ronosbl. B MegmumMHCKon
nvTepaTtype umeeTcs nHdopMauus o0 NATU CydasX, KOraa y AeTel OKPY>KHOCTb rof10Bbl
6bina meHblue 10-ro ueHTuns (Engels 2007; Bonaglia 2010; Kosaki 2010; Van der
Aa 2010; Gallant 2011).



PazBuTne HaBbIKOB prnHOﬁ MOTOpPpUKKN: YMEeHUne cnaeTb,

ABUraTbCs, XO0AUTb

BeposaTHa onpeaeneHHas 3a4epXxkKa B pa3BUTMKN, MHOTAA AOBOJIbHO Cepbe3Hasi, B
npMobpeTeHnn HaBbIKOB KPYMHOM MOTOPUKU. TMNOTOHUA (HU3KMIM TOHYC MbILLL U
CHUXXEHUE MbILLIEYHOW CUMbl) MOXET MOBNUSATbL Ha pasBUTME KPYMHOMA MOTOPUKMU.
B MeaMUMHCKOM nuTepaType HET NoApobHOro onMcaHms criy4yaeB C KPYMHOM
MOTOPMKOW, HO MeeTCs MHhOopMaLMs O 3aepXXKe pa3BuUTUS, Hanpumep, B
CNocobHOCTM AepxaTb ros0BY, NON3aTbh UM XOAUTbL. [leTh C HOpMasibHbIM
pa3suTneM 6e3 Kaknx-mbo XpoMOCOMHbIX OTKIOHEHWI XOPOLLO AepXKaT rosioBy B
4-6 MecsiueB, CaAsTCA U3 NONOXKEHUS nexa 6e3 NOCTOpoHHeNn NoMoLM B BO3pacTe
OKO10 7 MecsiLeB M HauYMHalT XoAUTb B cpegHeM B 13 MecsaueB (BO3pacTHOM
AnanasoH 9-18 mecsiues).

[eTn MoryT AOBO/IbHO MO34HO Ha4vaTb AepXXaTb MOSI0OBY CaMOCTOSATENbHO, HanpuMep,
oanH pebeHoK Hay4mnncs aepxxatb rosiosy B ABa roaa (Bonaglia 2010). Y ogHoro
pebeHka Habnoaanack 3a4epxXKa B pa3BUTUN KPYNHOW MOTOPUKU YMEPEHHOMN
CTeneHu: Korga oH Hayan cagutbcs 6e3 NnocTopoHHel nomowm B 15 mecaues, a
nepBble NOMbITKM NoN3aTb NOSABUANCL TONbKO B 16 Mecsaues (Engels 2007).
Bo3pacT, koraa pebeHoK HauMHaeT XO0ANTb, MOXKET CU/IbHO BapbUpOBaTbCA: Tpoe
AETen Hayanu xoamTb B Bo3pacTe ogHoro roga (Kosaki 2011), asyx (Van der Aa
2010) wnwn Tpex net (Bonaglia 2010) cooTBeTcTBEHHO. OAMH pebeHOoK U3 Yncna
uneHoB Unique Hayan xoamTb B ABa roga. ¥ ogHoro 13 ynenoB Unique (31 roaa)
HabnofaeTcs CMMNTOM XOXAEHUS ManeHbKMMK waxkamu (Bonaglia 2010).

Y HeKoTOpbIX AeTel 3ajepxKa B pa3Butumn bonee BolpaxeHa, YeMm y apyrux. MmnotoHms
(HU3KMI TOHYC MbILWL, U, CleaoBaTesIbHO, CHUXEHNE UX CUJIbl) MOXET CTaTb
cepbe3Hon npobnemon. MNMpu 3TOM r’MNOTOHMSA BO3HUKAET MPU POXAEHUN U
COXPaHSAETCS Y HEKOTOPbIX ll04en 1 BO B3pocsioM Bo3pacTe (Bonaglia 2010).

Pa3BuTHUe HaBbIKOB MEJIKOM MOTOPUKU: YMEHUEe CUAETD,

ABUraTbCs, XOoAUTb

Y petein c mukpogeneumen 19p13.12 HabnwogaeTcss oTCTaBaHWe B pa3BUTUM He
TONbKO rpyb6on MOTOpPUKM, HO U MeNKoW. B MegMUMHCKOW nuTepaTtype
coaepXxuTcsa nHdopMauns o pasiMyHbixX npobnemMax, cBA3aHHbIX C 0buien
3aEPXKON pas3BUTUA, HO HET AOMOSHUTENIbHOM WHMOpMaUnUM NO pasBUTUIO
MEJSIKON MOTOPUKU. VIMEHHO YpPOBEHb Pa3BUTUS MENIKOM MOTOPUKWU BIIUSIET Ha
ycnewHoe dopMmMpoBaHMe HaBblIKOB caMoobcnyxumBaHusa (yMbliBaTbCsl, O4eBaTbCH,
X0AUTb B Tyaner).

B uenom, korga poautenu U3 umcna dneHos Unique 3aMedatoT, 4To UX AeTSaM TPyAHO
BbINOSIHATb NOBCEAHEBHbIE 3a/la4yun, Hanpumep, o4eBaTbCs, AepXaTb KapaHaall nnuv
€CTb, 3prorepanus n ncmxoTepanus NpUXoasaT Ha NOMOLLb, YacTo AaXe B CaMOM
paHHeM BoO3pacTe.

PeueBoe U A3blKOBOE pa3BuTUue

Yacto HabnwogatoTca npobnembl B 06LWeHNW; ANa AeTen XxapakTepHa 3HauyuTenbHas
3a4epXxKa pasBUTUSA pedn. Y HEKOTOPbLIX JII0AEN peyb pa3BuTa NJI0X0, MO3TOMY OHMU
MCNOJIb3YHT A3bIK XXECTOB. B Takom Ccly4ae Xopowo noMorarT soroneand un
aproTtepanus.

[eTn MoryT HauyaTb rOBOPUTb 3HAUUTENbHO MO3Xe, YEM UX 340POBble CBEPCTHUKMU.
CTeneHb 3alepXXKN peyeBoro pasBuUTUS MOXET BapbUpOBaTbCS OT JIEFKOW A0
Tshxenon (Engels 2007; Jensen 2009; Bonaglia 2010; Van der Aa 2010; Kosaki
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2011; Gallant 2011; Dale 2012; Unique).

DKCMpEeCcCUBHbIN A3biK NoAgpasyMeBaeT nod coboi cnocobHOCTb Bblpa)kaTb MbIC/U
C/loBaMu, B TO BpeMSl KaK peLenTUBHbIN A3blK — 3TO CMOCOHBHOCTb MOHUMATb YCTHYIO
WM MUCbMEHHYIO peuyb.

OnHa pgeBoyka B 34 Mecsiua He MOXeT rOBOPUTb, HO XOPOLIO NMOHMMAET ax ABa
Aa3blka. A elle B psge cnydaes y getern HabnoaaTca: OCMbIC/IeHHas peyb B
Bo3pacTe 12 mecsiueB M cocTaBieHne NpeasioKeHn u3 AByxX C/10B B Bo3pacTe 31
Mecsaua (Kosaki 2011), otcytctBue peun B 18 mecsues (Engels 2007) nnun nerkas
WK TaXenas CcTeneHb 3a4epXku peyeBoro pa3sutus (Bonaglia 2010). HecMoTps
Ha TO, UYTO B HacTosLLEee BPEMS peyveBble HaBblkK ynyylwmnnance (B Bo3pacte 15
neT), y 04HOro Manbynka B paHHEM BO3pacTe KOMMYHWKATUBHbIE HaBbIKN 6blan
pa3BuTbl MJI0X0 M3-3a 3aEPXKN pas3BUTUA sKCnNpeccuBHoM peun (Van der Aa
2010).

MpuMeHeHne pasnnyHbIX METOAOB SIOroneann 1 aprotepanum cnocobcreyeTt
pPa3BUTMIO HaBbIKOB 06LLEHMSA. SA3bIK )XECTOB MOXHO M3y4aTb C paHHEro Bo3pacTta,
Hanpumep, ¢ 14 mecaues. OanH 13 uneHoB Unique obyyaetcs no nporpamme MakaToH
(€ ucnonb3oBaHMEM 3HAKOB U CMMBOJIOB, KOTOPbIE NOMOrakT ntoasaM obwaTecs); B
Bo3pacTe 34 MecsiLeB yXXe MOXHO npocneanTtb Hebonblol nporpecc. PECS
(KOMMYHMKaUNOHHasA cucteMa obMeHa nsobpaxeHnsamm, MeTo, OCHOBAHHbIN Ha
n306paxeHnax) TakKe MOXET NMOMOYb B pa3BUTUM HABbLIKOB 06LeHuns.

NMoBepeHune

[eTten ¢ mukpoaeneumen 19p13.12 MOXKHO onuMcaTb Kak CHACTAMBbIX,
06LWMTENbHbBIX M CNOCOBHbIX TIEFKO MATU Ha KOHTAKT Ato4en. Ho y MHOrMxX MoOXeT
Ha6J'I}O,CI,aTbC9| r’MNepPaKTUBHOCTb, TPEBOXXHOCTb U CKJTOHHOCTb K arpeccuu.

B 34 mecsiua oanH pebeHoK O4YeHb CHACT/IMBbIA U aKTUBHbIN. OHa obwmTenbHas m
BnevatnmtenbHasa (Unique). Y gpyroro pebeHka B BoceMb neT HabnoaaroTcs
TPYAHOCTU C NoBeaeHneM. B HeCcKoNbKNX Aoknagax YNnoMUHAETCs O
rmnepaktTmeHoM noseaeHun (Engels 2007; Bonaglia 2010; Dale 2012). Y ogHoro
natuneTHero pebeHka anarHoctnposanu CABI (cuHapom geduumta BHUMAHUS U
runepaktneHoctn) (Dale 2012).

C BO3pacToM noBeAeHne MoxeT MeHATbCS. OANH ManbuunK B AeTCTBe 6bls1 04eHb
BecesnbIM U 06WnTENbHbIM, @ B BO3pacTe 15 neT oH cTan o4YeHb 3aCTEHUYMBLIM,
KpaiHe HeyBepeHHbIM B cebe n TpeBoxHbIM (Van der Aa 2010). NoBeaeHmne
apyroro pebeHka ncnopTunoCb B NOAPOCTKOBOM BO3pacTe: NMOCTOSIHHbIE BOMPOCHI,
OrpaHMYEeHHbIe MHTEpPEChl Hapsay C arpeccnein, oCo6eHHO NpyY MUHUMaNbHOM
M3MeHeHMn BHelHel obcTaHOBKN. B3pocnomy yenoseky B Bo3pacte 31 roaa
MeAMKaMeHTO3Hasa Tepanus NoMornia A4obuTbCs 3HAUUTENbHbBIX YNYULlIEHUIA B
nosegeHuun (Bonaglia 2010).

TpeBOXHOCTb WU/IM arpeccust MoryT siBNsTbcsa npobnemon MHormx aeten. OgHako
BBWAY HELOCTAaTOYHOro KOJMYEeCTBa CBEAEHWUI O NaLMeHTax, MHOIMe U3 KOTOpbIX
eLle CoBCEM AETU, HEeSICHO, HAaCKObKO AaHHas npobnema cepbe3sHa 1
pacnpocTpaHeHa. lHoraa TpeBOXHOCTb MOXET BO3HMKATb U3-3a TPyAHOCTEN B
obweHnn. B MegmumMHCKOM nutepaType, Kak NpaBwusiio, HET MHdopMaunmn o
noseaeHnu.

O6yueHue

Y peten ¢ Mukpoaeneuuven 19p13.12 Bo3HMKaAOT NpobnemMbl ¢ 0byyeHneMm, og4HAKO
YpPOBEHb NOA06HbIX HAapYLIEHNIA MOXET BapbMpoBaTbCs. TPyAHOCTM B 06LLEHMH,
CKopee BCero, MOryT okasaTb BO3AENCTBME Ha CMNOCOBHOCTb AeTel K 06yUyeHuto.
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Y 6onblMHCTBA AeTen ¢ Mukpogeneuuwert 19p13.12 otmevaeTca cnaboe unu
yMepeHHOoe orpaHmnyeHmne Bo3MoxHocTten obyueHus (Bonaglia 2010; Van der Aa
2010; Kocaku 2011; Dale 2012). B MeauUMHCKOM nuTepaType HeT noapo6Homn
nHdopmMaLunm o WKOoAbHOM 06yvyeHun nam o6 obyvyeHun B LesoM, XOTS ONMCaHbl
c/lydanm U3MEHEHUS YPOBHS MHTENIEKTa Y HEKOTOPbIX S0AEN.

KoaddurumeHT nutennekta, wnm IQ, — 3To oueHka cnocobHOCTM YenoBeka AyMaTtb U
paccyxaaTb. [Mokasatenb B 100 6an110B 03Ha4aeT, YTO y Bac CpeaHMin ypoBeHb
WMHTeNNeKTa no CpaBHEHMIO C IIOAbMU Ballero Bo3pacTa. TPYAHOCTH B 06yYEHUM MOXHO
pa3aenutb Ha Tpu ypoBHs: cnabblie (IQ 50- 70), ymepeHHble (IQ 35-50) v tsaxenble (IQ
20-35). Y ogHoro pebeHka ypoBeHb IQ B Bo3pacTe naTu f1eT cocTasnan 63. 7107
nokasaTesib COOTBETCTBYET cnabomn cteneHn HecnocobHocTn K obydeHuto (Jensen
2009). YeTBepo Apyrnx AeTen MMEKT yMepeHHble TPYAHOCTN B 06yyeHun
(Bonaglia 2010; Van der Aa 2010; Kosaki 2011).

Mpo6nembl co 340pOBbEM

HekoTopble OTKNIOHEHUS Y NoAeN € MuKkpoaeneuven 19p13.12 mMoryT BCTpeyaTbcs
yalle, YeM y BCeX OCTasibHbIX, HAaNpuMep, NpobneMbl CO 3peHneM n cnyxom. [ipyrme
OTKJIOHEHMS MOTYT 6bITb HMKaK He CBSA3aHbl C MMKpoaeneuunen 19p13.12.
HekoTopble NnpobnemMbl CO 340pOBbLEM, BO3MOXHO, AaXe He 6bln BbiSB/EHbI,
MOCKOJIbKY UYMC/I0 MOpPa)KeHHbIX NloAe O4YeHb Mano, N HEKOTOPbIE U3 HUX eLle
AOBOJIbHO MOSOAbI.

3peHue
Y MHOrux nrogen ¢ mmkpogeneumen 19p13.12 BCcTpeyaroTcs ogHa Unm cpasy
HEeCKOJIbKO MpobnemMm co 3peHneM, BKIto4Yasi Kocornasve, 6/M30pyKOCTb Wn
[aNbHO30PKOCTb.
Hanpumep, y NnONOBUHbI Nt0AEeN, CyvYan KOTOPbIX ONUCaHbl B MEAVULIMHCKOWN
nuTepaTtype, nMmetoTcs Nnpobnembl Co 3peHneM. Y ogHoro pebeHka B pesysbraTe
obcnenoBaHmsa B 11 MecsiueB He 6b110 BbISIB/IEHO HUKaKux NpobneM co 3peHneM; B
BOCEMb /1T Y HEee 06Hapy>Xunn runepmeTponmio (4anbHO30PKOCTb) M aCTUrMaTu3M
(Engels 2007). Y gpyroro pebeHka AMarHOCTUPOBaNM KOCOriasne n 3akynopky
cnesHbix NpoTokoB (Jensen 2009). Y B3pocnoro venoseka (31 roa) obHapy»xumnm
HUcTarm (HEKOHTpoMpyeMoe ABuxKeHue rnas) n mmonuio (bansopykocts) (Bonaglia
2010). Y yeTBepTOro Yenoseka gMarHocTMpoBaHa ambnmonua npasoro rnasa:
NOHWXEHME OCTPOTbI 3peHuns He3
BMAMMOM Ha To npuumHbl (Van der Aa 2010).

Cnyx
Y 6onblWKMHCTBaA NtoAEN C MuUKpoaeneumen 19pl13.12 Bo3HMKaAT npobnembl co
CITyXOM.
Y nwopen ¢ mukpogeneunert 19p13.12 HabntogatoTca pasnunyHble npobnembl co
CITYXOM U AeTSM MOXET NoHaaobuTbca cnyxoson annapat (Jensen 2009; Bonaglia
2010). OanH 13 aeTel B MaageH4YecTBe He npowen ayamockpuHuHr (Gallant 2011).
Tpoe ageten cTpagatoT KOHAYKTUBHOW TYrOoyxoCTbio, @ Tpoe ApYrux —
HenpoceHcopHom TyroyxocTtbto (Engels 2007; Jensen 2009; Bonaglia 2010; Kocaku
2011; Gallant 2011).
CywecTByeT ABa TMMNa TYroyxoCTu: KOHAYKTUBHAsA U CEHCOHeBpanbHas. bbiBaeT n
Takoe, 4YTO Yy O4HOro YenoBeka AMarHOCTMPYIOT Cpasy ABa TWMMa TYroyxoCTu; y Hac
MMeloTCs cBeAeHus o TakoM cnydae (Jensen 2009).
Mpn KOHAYKTUBHOWM TYroyxoCTu 3BYKOBble CUIHaslbl He MOryT cB060A4HO NOCTynaTb BO
BHYTpeHHee yx0. O6bI4YHO 3TO MPOUCXOAUT M3-3a 3aKYMNMOPKU HAPYXHOMO AW CpeaHero

10



yXa, HanpuMep, CKOM/IeHNs n3bbiTKa YLIHOM Cepbl NN XMUAKOCTU NPU YLIHOM MHDEKLMM
(ocobeHHO yacTo BCTpeyvaeTcs y aeten). TyroyxoCTb TaK)Ke MOXET BO3HUKHYTb B
pe3ynibTaTe OTK/IOHEHWUIN B CTPOEHUWN HapPYXHOro yXa, CyX0oBOro npoxoaa wuimu
cpenHero yxa win ns-3a paspbiBa 6apabaHHol nepenoHku. B 3aBucuMocTn ot
NPUYNHbBI BO3SHWKHOBEHWS KOHAYKTUBHASA TYrOyXOCTb MOXET 6bITb BPEMEHHOW UMK
NOCTOSIHHOW.
CeHcoHeBpanbHas TYroyxoCTb — 3TO NOCTOSIHHas NoTeps ciyxXa, BO3HMKatowas B
pe3ynbTaTe NoBpeXAeHMS BONOCKOBbLIX KNETOK, MOKPbIBAOLWMX OpraH ynTKu
(KpoweyHas CTpyKTypa BO BHYTPEHHEM yxe, MOXO0Xasi Ha PaKOBUHY Y/IUTKN) Un
CNyX0BOro Hepsa (UK TOro U ApPyroro).

Cynoporu
Cyzoporu pasimyHoro Tuna BO3HUKaT npuMmepHo y 40 % 4denoBek C
Mukpoaeneumen 19p13.12.
Y HOBOPOXAEHHOro Ha4yasancb CyA0pOrM NpMMEPHO Ha NATON Heaese XU3HU
(Gallant 2011). Y ogHoro cemuneTHero pebeHka Cy4oporu1 Hayanucb B BO3pacTe NATH NeT.
MpoTuBO3NUNENTUYECKOE TIeYEHME He Ha3Ha4anocCb, NOCKObKY MPUCTYMbI CAYyYannchb
peako. [ind noayyeHus pesynbTaToB a/eKTposHuedanorpamMmel (33 ncnonbsyercs
3neKkTposaHuedanorpadms, C NOMOLLbI KOTOPO PEermncTpupyeTcst aneKTpuyeckas
aKTMBHOCTb MO3ra. DfieKTposHuedanorpamma rnokasana 3/1eKTPUYecKyto
aKTMBHOCTb XapakTepHyto Ang anunencun (Bonaglia 2010). MNMpu KNOHMYECKNX
Cyaoporax BO3HMKaT NOBTOPSAOLMECS NOoAepryBatoLLmMe ABVXKEHUS MbILL, PYK WU/nnn
Hor. Horaa c obenx CTOpoH, MHorAa € O4HOM CTOPOHbI UM TONbKO B pyKe nnu Hore. Y
B3pOC/IOro yesioBeka B Bo3pacTe 24 net 6bl10 HECKONBLKO reHepanm3oBaHHbIX
CYA0pPOr TOHWMKO-KIOHNYECKOro Tuna, KOTopble 6bi/in CBSi3aHbl C yBE/IMYEeHneM
[03bl N1IeKapcTB, NPMHUMaeMbIX Npu npobnemax ¢ nosBeaeHneM. 310
pacrnpocTpaHeHHbI No6oYHbIN 3ddeKT NpUHMUMaAEMOro nekapcrea. M nockonbky
6b1S10 peLweHo, YTO CHMXKaTb A03Y aHTUNCUXOTUYECKMX NpenapaToB Henb3s, 66110
Ha3Ha4yeHOo NpPOTUBO3NUAENTUYECKOoE ledeHre. HayumTcsa nonHOCTbIo
KOHTPO/ANPOBaTb NpMNagKku Nosay4ymnocb nub Yyepes 8 net 6narogaps
NOCTOSAHHbIM HabnoaeHnaM. A pesynbtaTtbl D3I nokasanu 3amensieHune
anuaenTuyeckon aktneHoctn (Bonaglia 2010).

Mozr
MoxeT noTpeboBaTbcs TOoMoOrpadusa ronosHoro mosra (MPT — MarHuTHo-
pe30oHaHCHas ToMorpadus) ocobeHHO, ecnm NMEKTCS HEBPOJIOrnyeckue
CUMMTOMbI. DTO BbICOKOYYBCTBUTENbHbI METOA BM3yaansauunm, C NOMOLLbHO
KOTOPOIro MOXHO MOJy4YnTb NoapobHY0 MH(OpMaLKo 0 CTPYKType Mo3ra. He
BCerga siCHO, KaK Te WM NHble BbiSIBJIEHHbIE OTK/IOHEHMS CBSA3aHbl C pa3BUTUEM
pebeHka (OHW MOryT BoObLLEe HMKaK He BIMATb Ha HEro), HO perynsipHole
obcnegoBaHnsa NO3BOMSAOT OTCNEXMBATb Nt06ble N3MEHEHUSA N, BO3MOXHO,
Ha3Ha4yaTb nedyeHune. Y aByx aeteit Ha MPT He 6b110 BbISIBIEHO HUKAKUX OTKIOHEHWIA
(Engels 2007; Bonaglia 2010). Y 04HOIr0 M3 HUX Ha TPETUIN AEHb XWU3HW 6blan
ob6HapyXeHbl KNCTa U KPOBOM3/IMSIHWE B MO3r: B BO3pacTe ABYX W NATK neT
pe3synbTaTtbl MPT 6b111 B HopMe (Bonaglia 2010).
Y Tpex yenosek HabnwagaeTcs OTCYTCTBME UM MCTOHYEHWE MO30JIMCTOro Tena
(CTPpYKTYpbl, COeamHsOLWeln npaBoe 1 nesoe nonywapusa mosra) (Jensen 2009; Van
der Aa 2010; Gallant 2011). Cynoporu, 3aaep>XKu pa3BuTUS MOTOPUKKN U peyn
MOryT 6bITb Bbl3BaHbl OTK/IOHEHMSIMW B 3TOM 061acTu rofIOBHOroO Mo3ra. Y o4HOro
YyesioBeKa CTBOJ MO3ra 6bi1 3ayXeH, HO ocTasibHble nokasaTtenu MPT 6binm B HOpMe
(Van der Aa 2010).
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CTBOJM rO/IOBHOMO MO3ra pacnosioXeH B OCHOBaHWW Yepena; OH coeaunHseT
rO/I0BHOM MO3r CO CMMHHbIM MO3FOM. CTBOS1 MO3ra KOHTPONUPYET U peryaupyet
XKM3HEHHO BaXkHble PYHKLUMN OpraHu3Ma, Takme Kak AbIXaHWe U perynaums
cepauebuenHuns. Y aByx neteit Ha MPT 6b110 06HapyXeHo Heopa3BUTUE YepBs
Mo3Xeuka (obnacTb Mo3ra, oTBevawLlas 3a KoopanHaumio n asuxeHne) (Jensen
2009; Gallant 2011).

Cepaue
OTBepcTua B cepaLle BCTpeyatoTcs npumepHo y 40% peten ¢ Mukpoaeneuven
19p13.12: HeKOTOpble 3aKpbIBAOTCS CaMOCTOATENbHO, Apyrue TpebytoT
XMPYPruyeckoro BMellaTenbcTea. JeTsaM MOXeT NOHafobuTbCs naaHoBbIA OCMOTP Y
Kapauosora Ansa npoBepKM Ha HanmMune NopoKoB cepaua.
MpumepHo y ogHoro n3 250 getei, poamBLUNXCA 6e3 XPOMOCOMHbIX OTKIIOHEHWA,
nmetlTcsa Nnpobnembl € cepaueM UM KpynHbIMM KPOBEHOCHBIMU COCYAaMn. DTU
npobnembl, BEposiTHEE BCEro, Yalle BCTpeYaloTcs y AeTeil C MMKpoaeneumnen
19p13.12, B MEANLMHCKOM NnTepaType NMEITCHA CBeAEHNS O Tpex Nof06HbIX
cnyJdasix. Xapaktep npobaembl 3aBMCUT OT MacwTaboB U XxapakTepa OTK/IOHeHus. B
HEKOTOPbIX C/ly4YasaX CUMATOMbI HE3HAUYUTESNbHbI UK BOO6LLE OTCYTCTBYIOT, UK
Bpay MOXeT 3aMeTuUTb WyMbl B cepaue. Y ogHoro n3 uneHos Unique Habnwopancs
HebonbWon AedEKT MbILLEYHOM YacTn MeEXKeNya04KkoBon neperopoaku (AMXKIM):
3TO OTBEPCTUE B CTEHKE (MeperopoaKe), KoTopas pa3sgenser ABe HUXHUE KaMepbl
(>kenygouka) cepaua. [ledeKkT MbIlLEYHON YaCcTu MEXXKEeyA04YKOBOW Neperopoakm
OMXIT — 3TO oTBEpPCTUE B HUXKHEMN, MbILUEYHOM YaCTU MEXXKey404KOBOM
neperopoaku, n 3To caMblil pacnpocTpaHeHHbin Tun AMXXI. Y apyroro pebeHka
6b1/10 HECKOJIbKO TaKUX XXe ManeHbKUX OTBEPCTUI B CepALE, U BCE OHU 3aKPbISIUCH
camu no cebe k Tpem mecsauam (Jensen 2009). B cnyyae ¢ 601bWINMKN OTBEPCTUSAMU
MOXeT NOHAZ0bnTbLCA XMpypruyeckoe BMeLlaTeNbCTBO.
OpauH pebeHok B MnageHuecTse cTpagan bpaavkapanen (3ameaneHHbIM cepAeyHbIM
puTMOM), KpoMe Toro, 6bI/10 BbisiIBIEHO He3apaleHue 6oTannosa npotoka. botannos
NPOTOK — 3TO KPOBEHOCHbIN COCYA, COEAMHSIOWMIA aopTy U NErOYHYI0 apTepuio nnoaa.
Bckope nocne poxaeHusi, OH 3aKpbiBaeTCs U NpeBpaLlaeTcs B
COeANHUTENbHOTKaHHbIN KaHaTuK (CBA3KY). B peakunx cnydasax, korga 6otannos
NPOTOK HEe 3aKpbIBAETCH, HEO6XOANMO XMPYPruyeckoe BMeLlaTenbCTBO.
Mepcuctnpytowmin 60TannoB NPoOTOK y 3Toro pebeHka 6bis1 3aKpbIT XMPYpPruvyecknm
nytem. Kpome Toro, B paHHeM geTcTee y Hero Habntoganocb oBasnbHOE OKHO (ewwe
oAHa opMa OTBEpPCTMS B cepaLe), KOTopoe 3aKpblloCbk K BoCcbMu rogam (Engels
2007; Bongalia 2010). Y gpyroro pebeHka Takxe 6b110 ABa OTBEPCTUA B cepaue
(Gallant 2011).

Ckener
OauH 13 uneHos Unique poanncst HeaoHOLWeEHHbIM. Y Hero 6b110 06HapyxeHo
mMeTabonunuyeckoe 3aboneBaHne KOCTEN He3penbiX AeTe (XapaKTepusyoLlweecs CHUXEHNEM
MVHEepanu3aunm KocTHoW TKaHwu). NMopgobHoe 3aboneBaHmne He peakocTb y
HeJOHOLIEHHbIX AeTel, POXAEHHbIX C HU3KON Maccon Tena. OHO NpMBOANUT K TOMY,
YTO Macca KOCTel YMEHbLUAETCH, OHW CTAHOBATCA XPYMKUMU U CKIOHHBIMU K
nepenomam.
Ewe y ogHoro uneHa Unique 6b110 paclienneHne no3BoHOYHMKA. Spina bifida
(pacwenneHne No3BOHOYHMKA) — 3TO AedeKT pa3BUTUA NO3BOHOYHMKA U CMIMHHOIO
MO3ra, B pe3ysibTaTe 4ero B NO3BOHOYHMKe obpasyeTcs wenb. CuMnToMbl HbiBatOT
Pa3HOMN CTENEHW THHKECTW, B TOM YMCIE TPYAHOCTU C NOABUXKHOCTBIO M HEAepXaHue
Mouun/kana. MNpumepHo oanH pebeHok n3 1000 poxxaaeTcs C MMENOMEHUHIOLESNE,
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camoi cepbe3Hon hopMoK pacLuenneHns No3BOHOYHMKA.
B meamumHckoli nutepaType 6b110 ONMCaHo TpU Cnydas ckonmosa (MCKpPUBIEeHUEe
no3BoHOYHKMKA) y Ntoaen B sospacte 8, 10 n 31 net (Jensen 2009; Bonaglia 31). Y
AeTen n NoApoCTKOB CKOJIMO3 YacTo npoTekaeT 6e3 Kaknx-nnmbo BuANMbIX
CMMNTOMOB. [pn CKOMMO3€e YenoBeK He YyBCTBYET HMKakom 60nm, ocobeHHo ecnu
OH MpoTeKaeT B Ierkon opme, Nos3ToMy 3aboneBaHne MOXeT 0CTaTbCs
He3aMeueHHbIM. [10 Mepe B3pOC/AeHMs NOAPOCTKaM C CUJIbHbIM UCKPUBIEHNEM
NO3BOHOYHMKA MOXET NOHaA0bUTbCA dusmoTepanms AN yKpenaeHns MblLLy
CMUHbI, KOPCET A/ CMUHbI U/NNK XMpypruyeckoe BMeLwaTesbCTBo. NpMMepHO OAMH
n3 250 pgeter B BenukobputaHmMm cTpagaeT CKOMO30M.
Y 04HOro 13 NauMeHTOB CTpaJaloLLero CKoMo30M Takke bbina BblisiB/ieHa Takas
BpPOXAEHHAs aHOManusl Kak BOpoHKoobpasHas rpyaHas knetka (Bonaglia 2010).
Mpw Takol aHoOManuu HabngaeTcs 3anageHne rpyanHbl U NepeaHnX oT4enos
pebep; cepeanHa rpyam BbirNaanT «NPOrHYTOM», TOraa Kak B HOpMasibHOM
COCTOSIHUM OHa A0JIKHA HaxX0AUTbCA Ha OAHOM ypoBHe c pebpamu. B
BennkobputaHmum nogobHas
aHoManus BCcTpeyaeTcs y ogHoro u3 250 geten 1 valle BCcero Heayr nopaxaet
Maslb4MKOB.

Horu n pykm
MpumepHo y 70% nopoen ¢ mukpoaeneumenn 19pl13.12 pykuM M HOMM BbIFNAANAT
HE TaK, KaK Y 340pPOBbIX J'IPOE,GVI, N 3TN OTKJIOHEHUNA MOTYT 3aTpPyAHATb
OBWXXEHUA U BNUSATb Ha MMBKOCTb.
Y yeTblpex 13 HMXx 6paxnaakTnnus (KOpoTkMe nanbupbl pyk 1 Hor) (Jensen 2009;
Bonaglia 2010; Kosaki 2011). Ewe y ogHOro 4enoseka, HanpoTuB, A/IMHHbIE TOHKME
nanblbl HA pyKax 1 Wnpokue 6onblune nanbubl Ha Horax (Gallant 2011). Y oaHoro
pebeHka AMarHoCTMpoBaHa CUHAAKTUANS HEKOTOPbIX NanbLues pyk u Hor (Bonaglia 2010).
3T0 COCTOSAHME, NPM KOTOPOM ABa uin 6onee nanbueB PyK UKW HOI cpacTatrTcs
BMecTe obLein KOXen, YTO NPMBOAUT K MOSIBIEHMIO NepenoHYaTbiX CpalleHui. Y
apyroro pebeHka HabnogaeTcs KAMHoAAKTUANS. Tpy TaKOM OTKIIOHEHWM NManbLbl
COrHyTbl U nckpmenexsl (Bonaglia 2010).

YepTbl IMua

Y peten c Mmukpogeneumei 19p13.12 mMoryT HabnaaTbCA HE3HAUYMUTENbHbIE UK
3aMeTHble BM3yalibHble OTINUUS OT APYrMX YSIEHOB CEMbMU.

B uncno noaobHbix ocobeHHoCTEeN MOryT BXOAUTbL: Maockas opma rososbl,
cpacTtaHue 6poBeli, MnHaaneesunaHas popma rnas, oJAIMHHbIN NOA4HOCOBOM Xenobok
(ueHTpanbHbIl xenobok Hag BepxHen ryboi; oH pacnonaraeTcs Mexay BEpXHeWn
ry6oii n HOCOM), MasieHbKas HMXHSAS YetCTb UK POT N ManeHbKne n/unmn HU3KOo
nocaxeHHble ywmn. MoryT HabnoaaTbCs xapakTepHble 0CO6eHHOCTM B CTPOEHUMN
ywen. Y Tpomx geten Habnioganucb ylHble BNaanHbl, KOTOpble NpeacTaBnsioT coboin
BMSATUHbI MW SMOYKM Ha LWekax Bo3ne yxa (Engels 2007; Jensen 2009). Y oaHoro u3
3TUX AeTen TakxXe ecTb npeaaypukynspHbolie nanuniombl (Gallant 2011), AnwHasn
YacCTb KOXHOIO MNoKpoBa, KoTopas obpa3yeTcs Bo3ne yxa. Y agpyroro pebeHka
Takke 6bIIM NAaNUAIOMbl, KOTOPbIE YAANUAN XUPYypruyeckum nytem B 12 mecsaues
(Kosaki 2011). leTn, poxaeHHble C NpeaaypuKyasipHbIMX NanuaioMaMn uimn
YLWHbIMW AMKaMU, NoABEPXKEHbI BbICOKOMY PUCKY NoTepu cnyxa. Y oaHoro pebeHka
Habnoganacbk Takas aHOManus Kak BbICOKMI cBog HEGa (Van der Aa 2010), ay
APYruX AeTel OTCYTCTBOBANM HEKOTOpPbIe 3ybbl NN OHU Bbliv HENPaBUIIbHOM
dopmbl (Engels 2007; Jensen 2009; Bonaglia 2010; Van der Aa 2010). Y ogHoro
BOCbMusieTHero pebeHka He 6bI10 ABYX NepeaHux 3yboB Ha BEPXHEN YENOCTU
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(Engels 2007), y apyroro - aAByX nepegHunx 3yboB Ha HMxHel yentoctn (Kosaki
2011), a y TpeTbero BbICTynanun Bnepes BepxHue n HmxkHme pesubl (Van der Aa
2010).

Apyrue npo6nemMsbl CO 340pOBbEM

O Apyrmx MeguuMHCKUX npobnemax odeHb Mano MHpopMaumMm Uim Takme npobnemsl
BCTPEYatoTCS AOBOJIbHO YaCTO M MOTyT BbITb HMKAK HE CBSi3aHbl C MUKpOAeneLumen
19p13.13.

Y oaHOro AByxneTHero pebeHka 6bifa AvarHoctuposaHa runocnaavs (Bonaglia 2010). 370
[OBOJIbHO PacrnpoCcTpaHeHHbI BpOXAEHHbIV aedekT. B BenukobputaHumn aaHHoe
OTK/IOHEeHMe BCTpeyaeTcsa y 1 u3 125, a nHoraa ny 1 u3 300 mnageHues MyXCKoOro nona.
Mpy rMnocnagnun OTBEPCTUE, Yepe3 KOTOPOe MoYa M CnepMa BbIXOASAT U3 opraHu3ma,
pacrnosiaraeTcs He Ha KOHYMKe NonoBoro YneHa. JaHHas npobnema 6bina pelweHa
XUpYpruyeckux nyTem B Bospacte aessaTv mecaues (Unique). Y Apyroro manbumka 6bin
LMArHOCTUPOBaH KpUNTOXM3M (HeonyuweHne amdek B MOLWOHKY) (Bonaglia 2010).

Y ogHOWM AeBOYKM Hblna AnarHOCTUpOBaHa NnoanTenms. 3T0 OTHOCUTENIbHO
pacnpocTpaHeHHoe BNeHNEe, NpyM KOTOPOM pa3BMBAETCHA NULLHASA napa

cockoB (Jensen 2010). [lBoe npeacTaBuTenen My>xckoro nona (B Bo3pacrte 15 un 31
roga) ctpajatT rMnepTpmMxo3oM, Ype3MepHbIM POCTOM BOJSIOC MO BCEMY

Teny (Bonaglia 2010; Van der Aa 2010).

B MeauumnHCKON nuTepaTtype HeT NoApOo6HOM MHPOPMaUnmM 0 AETCKUX

MHpeKUMAX nnm obLiemM CoOCTOSHMN 300POBbs, XOTH OAUH MOAPOCTOK CTpaaan
pPELUNAMBUPYIOLMMN MHDEKLMAMU HUXKHUX AblXaTebHbIX NyTEN U aCTMOM B paHHEM
Bo3pacTe (Van der Aa 2010).

KakoBbl 6b1/11M NepBble NPpU3HaKMn MUKpoaeneumm
19p13.12?

Oetn ¢ mukpogeneumen 19pl13.12 yacTo poOXAAKTCA MajseHbKUMU (CM.
«HOBOPOXAEHHbIE», CTP. 6).

Mpu poxaeHun MoryT 6bITb 06HapyXeHbl cnefyolwmne OTKIOHEHNS: MaNeHbKas
rosioBa mnu cneumduydHble YepTbl 11Mua, MrMNnoTOHUS (HU3KUIA TOHYC MbILL,
NPUBOAALLMI K MbILLWEYHOM BSAOCTU) MW 3aTPYAHEHHOE AbIXaHUE.

Y ogHoro pebeHka B NepBbli MecsiL, XXM3HWU Bbipoc 3y6. XoTa nogobHoe criyyaeTcs
peaKo, BO3MOXHO, 3TO HMKaK He CBA3aHO C MuMKpoaeneumen 19p13.12. Y Hero Takxe
obHapy»eHa npegaypukynsipHas nanuanoma (CM. «4epTbl anua», ctp. 13). B TeyeHune
NepBbIX HECKONIbKUX HEAENb XWU3HW NoKasaTenu ero Beca v pocta ynanu Huxe 3-ro
npoueHTuns (cM. «poct», cTp. 7) (Engels 2007). B meanumHckon

nuTepaType He yKa3aHo, B KaKOM BO3pacCTe yCTaHaB/IMBAETCA AWArHO3, HO Mpwu
06Hapy>XeHUW nepBbiX NPU3HAKOB XPOMOCOMHOIO OTKNOHEHWS MOrYT BbiTb Ha3HauYeHbl
fJanbHenwwne obcnenosaHuns, HanpuMep, Tomorpacdus mosra v cepgua. OgHoMy pebeHky B
ceMb MecsueB 6b110 Ha3HayveHo obcnepoBaHue y reHetukos (Kosaki 2011).

Tepanusa/nnaHoBble BU3UTbl K Bpaydy

Perynﬂprle NMPUEMbI Y TE€EPpAnNEBTA OYE€Hb Ba>XHbl NMpun MOCTOSIHHOMN pa60Te no
pa3BUTUIO HaBbIKOB B NtobbIX ycnoBuAx.

PerynsipHaa Tepanus odyeHb nonesHa B 6opbbe C OTKIOHEHUSMWN, BO3HUKAKOLLMMM
npu mukpoaeneumn 19p13.12. HekoTopble TepaneBTUYECKNE MeToAbl YNOMSAHYThI B
COOTBETCTBYIOLLEM pasaesie Bbllle, HO HUXE NpuBeAeHbl NpuMepbl Hanbonee
pacnpoCTpaHEHHbIX METOAOB C ONMUCaHMEM UX Lesniein n npemmyects. Poautenm
4acTo OTMeYatoT BaXXHOCTb B3aMMOAENCTBUS TepaneBTOB C POAUTENSIMU U APYTUMMU
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B3pOC/bIMUK, KOTOpble 3ab0TATCA 0 AeTsAX, U, cnefoBaTeslbHO, MOCTOSIHHOIO

pa3BUTUSA HABbLIKOB M AOMa W B LUKOJE.

lMprBeaeHHble HNXe KOMMEHTapuu oCTaB/ieHbl YneHaMmu rpynnsl Unique ¢

Mukpoaeneumnen 19p13.13, HO HEKOTOPbIE N3 HUX MOTYT 6bITb aKTyasibHbl U AN

noaen ¢ mukpoaeneumin 19p13.12. Jloroneaunsa (SALT): Jloroneabl

paboTaloT Co BCeMn AeTbMU, Y KOTOPbIX nMerTcsa npobnembl B obweHnn. Bo Bpems

npuema nuwn 3aencTByoTCS Te Xe MbllLbl pe4eBoro annapara, YTo 1 BO BpeMs

pa3roBopa, NO3TOMY Jloroneams Takxe noMoraeTt npu npobnemax ¢ KOpMIEHUEM.

3aHATMSA C 1OroneAoM MOXHO HauyMHaTb yXe B BOo3pacTe Tpex

MecsaueB. YneHbl Unique yacTo obpallatoTcs 3a NOMOLLbIO K Sloroneaam.

OproTtepanusa (OT): DproTepaneBTbl paboTaloT C AeTbMU, YTOObLI MOMOYb UM

Hay4uTbCS CNPaBASATbLCS C NOBCEAHEBHbLIMM BbITOBbIMM 3aga4amu. OHM paboTaloT B

pa3HbIX Hanpas/ieHUAX; ydaT AeTel He TO/IbKO HaBblkaM oAeBaTbCs U

pa3aeBaTbCs, HO

TaKXXe HaBblkaM NMMCbMa M MOMOratoT NpeoaonesaTb TPYAHOCTU C BOCNPUSATUEM

MHdOpMauum. dproTepanms yaydlwaeT HaBbIKM MeNKON MOTOPUKMK, HABbIKK

camoobCnyXmMBaHUS, a TaKXXe MOXET NOMOYb CMpPaBUTbCSA C pacCTPOMCTBOM

CeHCOopHo 06paboTkn 1 NpobneMaMn KOHUEHTpaunm BHMMaHus. OHa MOXeT bbITb

rnonesHa B NoApPOCTKOBOM BO3pacrTe.

DduznoTtepannsa: C NMOMOLLbIO YNPaXHEeHUN pusmdeckne TepanesTbl MOMOratT

NI0ASM MPUBECTM Teno B Xopowyko hopMy U NOAAEPXUBATb €€ B Aa/IbHENLLEM.

YneHbl Unique coobwmnn, 4to msnotepanuns cnocobCcTsoBana yay4dlleHunto

HaBblKOB KPYMHON MOTOPWKK, Hanpumep, CNocCOBHOCTM COXpaHATb paBHOBeECKeE.

B cnucok Bpaven, y KOTOpbIX NpOXoaaT naaHosoe obcnenosaHve noam ¢

Mukpoaeneuunen 19p13.13 nnm 19p13.12, MoryT BXoAMTb crneaytowme

cneumanucTbl:

B Kappuvonor — Cneumanunct, KOTopbIi 3aHMMaeTcs 06cnefoBaHNAMU CTPOEHUS U
dYyHKUMI cepala M HapyLleHUsIMK ero paboTsbl

B 3HAOKPMHONOI — crieumannct B obnactn 3abonesaHnii, Bbi3BaHHbIX FOPMOHAsIbHbIM
cboem.

B racrpo3HTEepOoJsIor — CreumanuncT, KOTOpbI 3aHMMaeTCs nedeHmeM 3abonesanHni,
CBSI3aHHbIX C OpraHaMm nNuieBapeHuns

B Hedponor - cneunanunuct, KOTopbI 3aHMMaEeTCsa nedeHnem 6oe3Hen noyek

H HeBpoJIor — CreumanucT, 3aHMMaLWMIACa nedyeHmem bonesHein HePBHOM CUCTEMBI
(ronoBHOro Mo3sra, HEpBHbIX NyTeN U CMMHHOIO MO3ra)

B odTanbMmonor - cneumanunuct, 3aHMMarLWMNCa N1edeHmemM NaToaornin 3peHms

E neamaTp - CrneuuanncT, 3aHMMaloWNIACa nedeHMeM geTen

B ypoJsior — CrneumnanncT, KOTopbii 3aHMMaeTCs HapyLUEHUSIMW MOYEBbIAENNTENBHOM
cucTeMbl. B nepedeHb Bpayen npy NpoxXoXaeHUn naaHoBOro 0CMOTpa Takxke MoryT
BXOAUTb:

B cneuyuanuct no npobnemam c HegepXkaHueM - MeAULNHCKUI paboTHUK,
cneumanusnpytowasncsa Ha npobaemax ¢ MoYeBbIM Ny3blpeM U KULWEYHWUKOM

B neparor-ricuMxosior — CreumanmcT, NoMoramLmMin AeTAM C TPYAHOCTSMU B
0by4yeHun, HanpuMep, C TEMU, YTO BO3HUKAKOT M3-3a HECMOCOHBHOCTM K 06yUeH Mo

B reHeTukK - creumanuct B 0671acTn reHeTukn

B reHeTUYEeCKMN KOHCYNbTAaHT — MeAUUWMHCKUI paboTHUK, npolieaLmnii
creumanbHy NOAroTOBKY M UMeKLWMn onblT paboTel B o61actu
MeAVNUMHCKOW FreHETUKN U KOHCY/IbTUPOBAHUS

H naTpoHa)KHafA cecTpa — MeAMUMHCKUIA paboTHUK, NPOLLEeALWNA AOMOSHUTENBHYHO
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NMoAroToBKY, KOTOPbI/ NMOMOraeT CEMbAM C MNIaAeHLUAMU U ManeHbKUMKU AEeTbMM

B couuanbHblii pa6OTHUK - YenoBeK, NPeaoCTaB/SAOWMIA KOHCYIbTaLMOHHYIO U
MpaKTUYECKYO MOMOLLb MO BOMPOCaM, CBSA3aHHbIM CO SIbFOTaMu, XXUbEM U
MoCTyn/IeEHMEM B AETCKUIA caf;

KakoBbl NpOrHo3bi?

Mbl He yBepeHbl Ha CTO NPOLIEHTOB, HO, CYMTAEeM, YTO Ha AAHHbIA MOMEHT Yy NOAEN C
Mukpogaeneumern 19p13.12 HeT NpUYKH NepexunBaTb 3a CBOE 340poBbe. MHOrMe AeTH, y
KOTOPbIX €CTb TPYAHOCTU C 06yYEHNEM U PA3BMTMEM, MO BCEN BUAUMOCTMU, HE UMEIOT
cepbe3HbIX NpobiieM co 340pOBbEM.

MonoBoe co3peBaHue n pepTUIbHOCTb

Ona peten ¢ Mukpogeneumen 19pl3.12 xapakKTepHO paHHee rnosoBoe
co3peBaHMe.

Y OAHOM AEeBOYKM MEHCTpyaums Havyanacb B AeBSATb N1E€T, U BblaeneHus 6binm
[0BOSIbHO 06unbHble (Jensen 2009). Y aeBoyek, He CTpadaroLLMX XPOMOCOMHbIMMU
3aboneBaHMsAMK, MEHCTpYaLMsl B HOpMe HauyMHaeTcs B Bo3pacTe oT 9 ao 16 ner,
cpeaHuWi BO3pacT Havyana MeHcTpyaumn - 13 net. Y AByX Manb4mkos 6bifio
ANArHOCTUPOBaHO NpeXxaeBpeMeHHOoe MosI0Boe co3peBaHue (No0BOE pas3BuTme y
JEBOYEK B BO3pacTe A0 BOCbMM NIET U Y Manbunkos Ao aecatn net) (Van der Aa 2010;
Bonaglia 2010). NonoBoe co3peBaHne — 3TO NOJIOBOE pa3BUTUE B BO3pacTe A0
BOCbMW NeT y AeBoyeKk n Ao 10 neT y Masib4mKOB.

HecMoTps Ha TO, UTO HET 3a40KYMEHTMPOBAHHbIX C/ly4aeB, KOr4a y nopa)xeHHbIX
MuKkpoaeneunen 19p13.12 poxaanucb AeTU C TaKUM Xe OTK/IOHEHMEM, B
MeAMLUNHCKON nuTepaType nmeeTcs MHpopMaums o NATUNETHEN AeBOYKe, KoTopas
yHacnegoBana oT cBoen matepu Mukpogeneumio 19p13.12 pasmepom 0,41 M6
(Dale 2012). Y maTepu Habntoganncb HeCNocobHOCTb K 06y4YeHMIO U crerka
M3MEHEeHHble YepTbl IMLA, HO He 6bI1I0 APYrnX 3aMeTHbIX OTKIOHEHUI. B 6a3e
AaHHbIX Decipher cogepxuntca nHdbopmauna o naumeHTe, KOTOPbI yHacnenosasn
Mukpogeneumto 19p13.12 pasmepom 0,1 M6 oT 340pOBOro poamTens.

TekyLwime nuccsnenqoBaHus: reHbl-kaHanaaTbl

Yyactok 19p13.12 pacnonoxeH mexay 14.0M6 n 16.3M6 Ha xpomocome 19 (hg19.
KonebaHune pasmepoB mukpogeneumi (ot 0,16 M6 no 2,52 M6) B npepenax 3Ton
obnacTn MOXeT 03HayaTb OTCYTCTBME MpUMepHO 5-64 reHoB (cM. cxeMmy Humxke). K
reHam-KaHauaataM, KoTopble MOryT 6biTb CBSA3aHbl C 0COBEHHOCTSIMMU
Mukpoaeneumn 19p13.12, oTHOCATCA:

(] DDX39A — DEAD-box PHK-xenunka3sbl. 9T0O reH 3KCNpeccupyeTcsl B pa3BMBatoLeincs
LleHTpanbHON HEPBHOM CUCTEME M UrpaeT posib B perynsaumnv passutns mMosra.

° LPHN1 B HEKOTOPOI Mepe MOXET 6bITb MPUUMHONM 3aAEPXKKN Pa3BUTUS peun,
HapyLeHni B NpnobpeTeHnn HaBbIKOB W/1nn Npobnem ¢ noBeaeHneM.

° PKN1 y4yacTByeT B pas/iMyHbIX MYHKUMAX HEPBHbIX KNETOK, N AeduunT 3TOro
reHa MOXeT B/INATb Ha YMCTBEHHOE 1 peyeBoe pa3BuTHe.

(] SLC1A6 Takxke y4yactByeT B (POPMMPOBAHMM MO3ra U CBA3aH C 3a4ePXXKON peun m
TPYAHOCTAMU B NpMoBpeTeHMn HaBbIKOB.

Mockonbky 19p13.12 — 370 06nacTb C BbICOKOW NIOTHOCTLIO FEHOB, TO CyLLecTByeT
60nbLIas BEpPOSATHOCTb TOrO, YTO B Hel HyaeT HaXoAUTbCS MHOXECTBO PasfiMyHbIX
reHoB; TOYHbIA pa3Mep M MecTononoxeHune geneumn (B npegenax 14,0-16,3 M6
obnactn 19p13.12) onpenenstoT TO, KAKUX FEHOB He XBaTaeT. BaXHO NOMHUTb, YTO
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yYeHble 3aMHTEpeCcoBaHbl B BbiSIBIEHWE MEHOB, SABASIOWMNXCA NMPUYNHON TEX UK
WHbIX KIIMHUYECKME NposiBieHnn ageneunn 19p13, n HoBble AaHHbIE MOIYT NIeyb B
OCHOBY 6yaAyLLMX nccneaoBaHuii. TeM He MeHee, 3TO He NpuBeAeT K MTHOBEHHOMY
N306peTeHmnto HOBbIX METOA0B NledeHns. Kpome Toro, OTCyTCTBME KakKoro-TO reHa He
BCeraa O3Ha4aeT, YTO CBSA3AHHbIE C HUM OTKJIOHEHUS 6yayT NposSBAATbCS, UK YTO
CylLecTByeT npsiMas CBs3b MexXxAy OTCYTCTBYIOLMM FreHOM U OnpeaesieHHbIM
OTK/IOHEeHMeM. [posBaeHne Toro niam MHOro OTKIOHEHWUS BO MHOMOM 3aBUCUT OT
reHeTnyeckmx pakTopos 1 (hakToOpoB OKpY>XatoLlen cpesbl.

9

o LR F TR @ 85

(4] OO0 O YN OO0 OOm

b b el el S ragdi radl B e e ol cah i ol BG S ol sl g
x5
o
o

19p13.12
14,000,000 16,300,00

FeHbl: m LPHN1 (14,258,549-14,316,997)
I DDX39A (14,519,610-14,530,195)
I PKN1 (14,551,086-14,582,679)
I SLCI1A6 (15,060,845-15,083,729)

MNokasaTenn Ha AaHHOW AMarpaMMe OTHOCATCS K BEpPCUKW reHoMa YesioBeka 19
(hg19; cm. 6onee nogpobHas nHdOpMauua AOCTyNHa Ha CcTp. 4). B reHeTn4eckom
3aK/oveHne Bawero pebeHka MOryT coaepXxaTbCsl AaHHble O ApYroi Bepcum
cbopkn reHoMa yenoBeKka. 3a pa3bsCHEHUEM 060N MHpOPpMaLUN MOXeETE
obpatutbca B poHA Unique unam K BpayaM-reHeTukam.

Mouemy 3170 Nnpomsowwno?

AHanms KpoBW NO3BOJISET NPOYMTaATb FEHETUYECKUI KO pOAUTENEN U BbISBUTb
NPpUYNHBI BO3HUKHOBEHWUSA MUKpoaeneumn 19p13.12. PebeHOK MOXeT yHacneaoBaTtb
MuUKpoaeneuunto ot Mmatepu unm otua. OgHako, ecnn npu obcnegoBaHNMN XpOMOCOM
poauTenen CTPyKTYPHbIX MU3MEHEHUI BbiSiBNIEHO He 6bI10, TO MUKpoAeneuns
BNepBble BO3HMKNA Y pebeHka n He 6blna yHacnegoBaHa. [eHeTMKM Ha3biBaloT
noao6bHble NnepecTporikm «de novo», YTO O3Ha4vaeT «HoBbie». deneumn 19p13.12
de novo BO3HUKAIOT B pe3ysbTaTe U3MeHeHWn, Npom3oLweaLwmx B npouecce
bopMMpPOBaHMS POAUTENBCKUX CMEPMATO30MA0B MM SALIEKNETOK, @ TakxKe B rnpouecce
(bopMMpOBaHMA U AeNeHUsa KIIeTOK NaoAa Ha paHHUX CTaamsx nocne
0na0AO0TBOPEHMUS.

Bce 3ap0KyMeHTMpOBaHHbIE clyvyan Mukpoaeneunn 19p13.12 asngoTcsa de novo,
3a UCKJIIOYEHMEM cnyyas ¢ ogHol aesoukoi (Dale 2012), koTopas yHacnenoBana
MUKpOAEeNeLUunto OT MaTepKn, UMEBLLYIO TPYAHOCTM B NpuobpeTeHun HaBbikoB (Engels
2007; Jensen 2009; Bonaglia 2010; Van der Aa 2010; Kosaki 2011; Gallant 2011;
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Decipher).

Bbl, Kak poanTenb, He cAenann HUYero, YTo Moro 6bl Bbi3BaTb MMKPOAENELNIO HU A0,
HW BO BpeMs 6epeMeHHOCTUN. PoanTensiM Hy>XXHO MOHATb, YTO HUKAKUE N3MEHEH S B
obpase XWU3HU — B OKpYXaloLwen cpeae Unm nutaHum — He CMornu 6ol
npeaoTBpaTUTL ee NosBIEHNE.

Mo>keT i 3TO NOBTOPUTbLCA?

Ecnu y o6oux poautenen XxpoMoCOMbl B NOpsiAKeE, TO WWAHC, YTO Cleayowmi
pebéHok poauTcs ¢ CMHAPOMOM aeneumn 19p13.12 nnu nwobbiM Apyrum
XPOMOCOMHbIM 3abonieBaHWEM, oyeHb Man. BcTpeyatoTca peakue cnydyam (MeHee
yeM 1%), Koraa aHanus KpoBu y 060ux poanTesnien He BbiSiBASIET

KaKnx-1nmbo CTPYKTYPHbIX U3MEHEHU XPOMOCOM, HO MPU 3TOM B HECKOIbKUX
ANLEeKNEeTKax Uan cnepMaTto3onaax CoaepxuTcsa Mukpoageneums 19p13.12.
FeHeTVKM Ha3bIBalOT TaKoe siB/IEHME MO3anLM3MOM KJIETOK 3apOAbILLIEBON JIMHUN, TO
€CTb Y TaKUX poanTesielt ecTb BEPOSATHOCTb NOSIBEHUS APYIUX AeTeN C

TaKUM X€e XPOMOCOMHbIM OTK/IOHEHUMEM.

B cembsx, rge Mmukpogeneumsa 19pl3.12 6bina yHacnegosaHa OT poauTenen,
BEPOSITHOCTb POXAEHUS pebeHKa C TakKMM Xe HapylleHue coctaBnsieT 12% B ciiyyae
C Kaxaon 6epeMeHHOCTbID. TeM He MeHee, HEBO3MOXHO TOYHO

CcKa3aTb, Kakoe B/IMSiHME MUKPOAENELUNS MOXET OKasaTb Ha pa3BUTUE, 340POBLE U
noseaeHne pebeHka.

Mpv NnnaHupoBaHun cnepytowen 6epeMeHHOCTM HeEO6X0ANMO
MPOKOHCY/IbTUPOBATbCSl C BpadaMuU-reHeTuKaMu.
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Unidle

Understanding Chromosome & Gene Disarders

Fpynna nogaep>xKu ceMe ¢ peAKMMU XpOMOCOMHbIMU OTKJIOHEHUSAIMMU,
The Stables, Station Rd West, Oxted, Surrey. RH8 9EE.

BenukobputaHus Ten.: +44(0)1883 723356

3N1eKTPOHHas noyta: info@rarechromo.org I caiiT: www.rarechromo.org

MpucoeaunHanTecb k coobuecTtBy Unique, 4To6bl NOJIy4YUTb
AOMNOJIHUTENbHYIO MH(OpMaLUno, Heo6xoauMYI0 MOMOLLb, @ TaKXke
KOHTaKTHbIe flJaHHble CEMEN C TaKMMM ke npobnemamm.

Unique - 310 6naroTBopuTenbHas HerocyAapcTBeHHas opraHmsauns. ®mMHaHcoBas
NoALEPXKKA OCYLLECTBASETCS UCK/TOYNTENBHO 3@ CYET FPaHTOB M MOXEPTBOBAHWA.

Ecnun y Bac ecTb BO3MOXHOCTb, MOXasayncra, caenarnte noXxepTBoBaHWE Ha HalleM
canTe: www.rarechromo.org/donate [Moxanyicta, noMmornTe Ham NoMoYb Bam!

Fpynna noaaepxXKu ceMein ¢ peaKkMMmnm XpoMOCOMHbBIMU OTK/IOHEHMAMKN Homep B
peecTpe 6naroTBopuTeNbHbIX OpraHn3aunii: 1110661
Homep B peecTtpe koMnaHuii AHrAuM mn Yanbca: 5460413
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