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Hesenun 14q12

Jeneuns 14-0it XpOMOCOMBI — 3TO XPOMOCOMHAs TIEPECTPOHKA, IPH KOTOPOIt
HAOJIO1aeTCsl MOTEPsI WM OTCYTCTBUC YYaCTKa TAHHON XpOMOCOMEI. Ecii yTepstHHBIH
MaTepHall COJIePKal BaXKHBIC TCHBI, TO Y YeJI0BEKAa MOXKET BO3HUKHYTH 3aJIePXKKa B
Pa3BUTHH, TPYTHOCTH B 00YUYCHHUHU U MTPOOJIEMEBI cO 310poBheM. HenaBHO ObLITO
OTIPEICIICHO, YTO B Pa3BUTUU CUMITOMOB 1412 menenuu OCHOBHYIO POJIb UTPAET I'eH
FOXGI, B cBs3u ¢ 4eM OBUIO MPEUIOKEHO BRIACTUTH OTAenbHBI FOXG1-cuaapom.
OTOT CHHAPOM UMEeT HEKOTOpBIe cxocTBa ¢ cuHApoMoM Perra (Florian 2011; Kortim
2011; Allou 2012; Ellaway 2013).

VY mopeii ¢ nenenusamu 14q12 gacto HabmoHaeTCs CX0XKHiA HAOOp OTKIOHCHHH,
MPOSIBJICHUS] KOTOPBIX MOT'YT BapbUPOBAThCA. [IpHdrHA 3TOTO ellle 10 KOHI[a He
H3y4YeHA: CTENEHb BRIPAKEHHOCTH CUMIITOMOB BO MHOT'OM 3aBUCHT OT BOBJICUCHHOCTH
KOHKPETHBIX T€HOB B OTCYTCTBYIOIEM y4yacTke xpoMocoMsl (Bisgaard 2006; Papa 2008;
Florian 2011; Kortiim 2011; Torgyekes 2011; Allou 2012; Fonseca 2012; Santen 2012;
Ellaway 2013; Perche 2013; Unique).

I'enb1 n XPOMOCOMBI

Ham opranusM cOCTOUT U3 MIJIIHAPOB KIETOK. [10YTH Bee KIeTKM ueoBeKa cojepkar
SIIPO, BHYTPH KOTOPOT'O HAXOATCA XPOMOCOMBL. XpoMocoMsl -cocTosaT u3 JIHK u HecyT
B ceOe reHeTHIecKyIo HH(pOopMaIuo (TeHbI). [ eHBI SBISIOTCS CBOETO poJa HabopoM
MHCTPYKIHH, KOTOPBIE ONPEICISIIOT, Kak OyAeT pacTH, pa3BUBATLCS U
(YHKIIMOHHPOBATH OPTaHU3M.

B HOpME XpoMOcOMEI pactionaratotcs nmapamu. CymecTtyert 44
XPOMOCOMBI, Ha3bIBAEMBIE ayTOCOMAaMH, KOTOpbIe 00BETUHEHEI B 22
Mapbl ¥ IPOHYMEPOBaHEI OT 1 70 22, 0T yCIOBHO OOMBIIEH 1O pa3Mepy
K MeHblIleil. B norojHeHre K HUM, UMEETCs /IBE TI0JIOBBIX XPOMOCOMBI:
X n'Y. Takum o6pazom, gemoBedeckas KieTka umeer 46 xpomocom: 23
XPOMOCOMBI, YHACTIeIOBaHHBIE OT MaMbl, 23 — OT mambl. JleBouku
uMeroT aBe X XpoMocoMbl (XX), Manpuuku — ogHy X u ogHy Y (XY).

Kaxmast xpoMocoma umeet KopoTkoe (p) tredo (0T (paHIry3cKoro petit,
"manbrii") u gmuHHOE (q) TWIedo (cM. cxemy). [Ipu 14q nemerym
MIPOMCXOUT YyTPaTa TEeHETHUECKOT0 MaTepHalla ¢ JJIMHHOTO Iieya
oaHol u3 14-x xpomocom. [pyras 14-1 xpomocoma, Kak IpaBuJIo,
ocTaeTcs HemoBpexkaeHHoH. Ha kopoTkom mieue 14-0if XpoMOCOMBI HET
YHHKAJIbHBIX T€HOB, I09TOMY IIOTEPs T€HETUYECKOTr0 MaTepHala ¢ 3TOro

IjIe4a, Kak IpaBujio, HC OKa3bIBaCT nary6Horo BJIMSTHUA HA OPpTaHU3M.

KOPOTKOE
mieqo (p)

XpOMOCOMBI HelTb3s1 YBHIETh HEBOOPYKSHHBIM IJIa30M, HO, €CJIU OHH
OKpAILIeHbI U YBEJIHYESHBI 0] MUKPOCKOIIOM, MO’KHO 3aMETHTh, YTO
KaXkJast U3 HUX UIMEET XapaKTepHBIH PUCYHOK U3 CBETJIBIX U TEMHBIX
norepeyHsIX 1mosoc. [10J0cs HyMepyroTCsl OT yJacTKa COeMHEHUS
JUIMHHOTO 1ieda ¢ kopotkuM. Ilpu nenenun 14q12 8 JJHK Ha nmuaHOM
wrede 14-if XpoMOCOMBI OTCYTCTBYET Hos1oca (03H) 101 HOMEPOM
JIBEHALIATb.

«——  IMHHOe IJIe40 (q)
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KonruecTBO yTepsIHHOTO T€HETHUECKOTO MaTepralia MOXKeT ObITh pa3HbIM. Ecin yTepsia
JOCTATOYHO OOJBLION Y4aCTOK XPOMOCOMBI, TO €0 MOYKHO YBHACTH IIPH YBEIMYCHHH
1o MUKpockorioM. Takyro MoTepro TeHeTHYECKOT0 MaTepralia Ha3bIBaloT AeJIeHeii.
WHorna yTepsiHHBIA y4acTOK HACTOJIBKO MaJl, YTO €0 MOYKHO BBISIBUTB JIUIIb C
MIOMOIIBIO COBPEMEHHBIX BBICOKOTEXHOJIOTUYHBIX TECTOB, TAKUX KaK CPaBHUTENbHAS
reHoMHas ruopuu3anus Ha Mukpouunax (array CGH) nnu ¢guyopecuentHas
rubpuau3anus in situ (metoq FISH). Takoii BapuaHT Ha3bIBAIOT MUKPO/IeJICIHE.

B kax10it XpoMOCOMe HaCUUTHIBAIOTCS MUJUTHAP.IBI ap ocHoBanuii. [Tapbl ocHOBaHMiA
— 910 Xummueckue coequnenus B JJHK, koropbie hopMHUPYIOT KOHIIBI «CTYIEHEH» B ee
CTPYKTYype, HAIOMHHAIOIIEH NepeKPyISHHYIO JIECTHHILY. MeTo/ CpaBHUTEIbHOM
reHoMHo# rubpuanzanuu (array CGH) MoskeT noka3sarb, Kakue Iapbl OCHOBAaHUH M T€HBI
OTCYTCTBYIOT.

Bau rereTuk pacckaxeT 6omblie 00 yTepsHHOM XPOMOCOMHOM MaTepuaie 1
BOBJICUCHHBIX TeHaX. Pe3ybTaThl FEHETHYECKOTO aHaIn3a Ballero peoeHKa HOKaKyT,
Kakas 4aCTh XPOMOCOMBI OTCYTCTBYeT.

Jenenust MmoxeT OBITh B pesienax ydactka 14q12 wmm naxe Ooible, 3aTparusas

COCEAHUE YIACTKHU.




Pe3yabTarsl ananusza
PCSYHBTaTLI TCHCTHYCCKOI'O aHaJIn3a Balero pe6eHKa MOTYT BBITJIAAETE CICAYIOIINM
o0pazom:

del 14q12 pat
DTOT pe3yNbTaT MOKA3bIBACT, YTO YTPAYCHHBIA MaTepuai Haxoauics B 12-om O3HIe
JUTMHHOTO TUTeda (q) 14-0i XpOMOCOMBI (CM. TUarpaMMy Ha ctp. 2).
«pat» yKa3bIBaeT Ha TO, YTO JIENeLHs Obliia YHACIEIOBAaHA OT OTIA; «maty — JIeNeIus
YHACJIe/IOBaHa OT MaTepH.

46,XX,del(14)(q12q13.1)
Taxoif pe3ynbTaT MoKa3bIBaeT, 4YTo ObII 0OHAPYKEH CTaHAAPTHBIM HAOOp XpOMOCOM
[46]. B ux yncio BXoadaT ABe X-XpOMOCOMBI, U3 4Er0 MOXKHO CJeIaTh BBIBO, YTO
aHaJIM3 c/1aBaJia IeBOYKa WK xeHIuHa. «del(14)» o3Hauaer, 4yTo Jenenus Mpou3olnia B
14-oi1 xpomocome. (q12q13.1) yka3piBaeT Ha HaYaJI0 U KOHEIl y4aCTKa XPOMOCOMBI, B
KOTOpOM OB yTepsiH Matepuai. B ganHom ciiydae matepuan JJHK otcyrcTByer,
HadWHas ¢ pa3peiBa B O9HIE q12 u 3akaHumBaetcs B oomactu 13.1 (cM. cxemy Ha cTp.
2).

46,XY.ish del(14)(q12)de novo
DTOT pe3ynbTaT MOKa3bIBaeT, YTO OBLIT OOHAPYIKEH CTaHAAPTHEIA Habop XpoMocoMm [46],
B UX 4HclIe oHa X ¥ 0Ha Y XpOMOCOMa, CJIeI0BAaTENbHO, aHATIN3 CaBaJl MAIbUHUK UITH
MYX4YUHA. AHaiIu3 ObUT IpoBesieH ¢ npuMeHenneM merona FISH [.ish] n moxasan, uro
JHK otcytcTtByeT B 14-0i1 xpoMmocome [del(14)]. YTepsHHBIN MaTepual HaXOUICS B
yuactke 12 . «de novo » 03Ha4aeT, 4TO TaKOe U3MEHEHUE XPOMOCOMEI [de novo] He

OBLIO YHACIIEI0BAHO HU OT MATEPH, HU OT OTIA. «de NOvo» 3a4acTyro COKpaIaeTcs J10
dn.

arr[hgl18] 14q12(27316236-32683942)x1
arr  AHanu3 ObUI IPOBEJICH METOJIOM CPaBHUTEIEHON TeHOMHON THOpHIM3ANK Ha
Mukpounnax (array CGH).
[hg18]I'enom genoBeka, Bepcus cOOpKH 18. TO KOHTPOIbHAS OCIEA0BATEIFHOCTh
JIHK, oTHOCHTENBbHO KOTOPOI HyMepyoTcs Tapsl ocHoBaHUH. [1o Mepe u3ydeHus
reHOMa YeJloBeKa BepCUH OOHOBIISIIOTCS, M HOMepa ap OCHOBAHUIT MOT'YT MEHSIThCA.
[ocnemusisa coopka mmeeT Homep 38 (hg38).
14q12 3arponyta 14-s1 xpomocoMa, Aeselys Npou30LUIa Ha yyacTke ql2.
(27316236-32683942) ITaps! ocHOBaHMii ¢ 27316236 1o 32683942 0TCYyTCTBYIOT.
Brrunras nepsoe uncino u3 Broporo, noiaydaem 5 367 706 (5,37 M0). 1o uncio
OTCYTCTBYIOIIUX Hap OCHOBAaHUM.
x1 03HAYaeT, 4TO Ha 3TOM y4acTKE MPUCYTCTBYET TOJHKO OJHA KOMHS Hap
OCHOBAaHHH BMECTO JIBYX 0’KHJACMBIX.

UT00B!I y3HATH, YTO OKUIATH B OyIyIIeM, MOKHO CPAaBHUTH PE3yIbTaThl TEHETHUECKOTO
aHaJM3a Bamero pebeHka ¢ JpyruMu pe3yabTaTaMi, KOTOpbIe OBUIN OCBEIICHHI B
MEANIIMHCKOHN JINTepaType WK XpaHarcs B 6a3e maHabXx Unique. OHAKO MEXITy
BaIllUM peOCHKOM M JPYTUMH JIOABMH CO CXOKUMU ACTEIUIMHU BCE paBHO OyayT
pazauyus, 3a4acTyI0 JOBOJBHO SAPKO BhIpakeHHbIe. OUeHb BaXKHO YUUTHIBAThH
WHIWBUIYAIEHOCTE BaIllero peOeHKa U He 3aIlMKINBAThCS HA CPABHEHUH C AIPYTHMH
JIIOJbMU C TAKUMH K€ pe3yjbTaTaMu. B KOHIIE KOHILIOB, Mbl BCE YHUKAJIbHBI.

ITouemy Tak npousounuio?
AHanu3 KpoBH IJIsl IPOBEPKU XPOMOCOM 00OHX POJHUTENCH TIO3BOJISCT BHISICHUTB,
MoYeMy MPOU30IILIA JEeNeIHs XpoMOcoMbI 14q12. PeOeHOK MOXKET yHACIeJ0BaTh
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MHKPOJEIIEIUIO OT MaTepH Wiy otia. OIHAKO gaxke eclii 00a POJUTEN HMEIOT
HOpMaJIbHBIE XPOMOCOMBI, y peOeHKa MOXKeT ObITh ferenus. B TakoM ciaydae oHa He
SIBJISIETCSI yHACJIEIOBaHHOM. | eHETHKH Ha3bIBAIOT 3TO SIBIICHHE de novo («enepguie
sosnukuiasy). Jenenus de novo 14q BO3HUKAET B pe3ylIbTaTe U3MEHEHUH,
MIPOM30ILIEIIINX TPH (POPMHUPOBAHUH POAUTEIBCKUX CIIEPMATO30MA0B WIN SIHLIEKIIETOK,
WIN B iporiecce GOPMUPOBAHUS U JETICHUS KJIETOK Ha PAHHHUX CTaJUsIX
SMOPHOHAIBFHOTO Pa3BHUTHSL.

Bonpmas gacts nenenuit 14q12 spnstores de novo (Papa 2008; Florian 2011; Kortiim
2011; Torgyekes 2011; Fonseca 2012; Santen 2012; Ellaway 2013; Perche 2013). B
OJITHOM CITydae JeJIeITHsl BOZHUKIIA U3-3a CEMEHHOH TpaHCIOKaIuN MeX Ty 8-0it u 14-0it
xpomocomami (Santen 2012).

B Gonee penkux cirygasx HeOOJbIINE MAKPOIEIEIIUN 0OHAPYKUBAIOTCS Y MaTepH HITH
otna (Unique). OqHako 0OBIYHO MUKPOICICIIHS Y POAUTENICH HE POSIBIIICTCS WK
BBIPa)KCHA HE3HAYHMTEINBHO.

B n1r000M citydae BBl KaK pOAUTEIh HE CAETaIH HUYEro, YTO MOIJIO OBl BBI3BATh
JIEJICITNIO, HU JI0, HU BO BpeMs OepeMeHHOCTH. Hukakue uaMeHeHus B 00pase )KU3HU
poauTeNeid, CBA3aHHbIE C OKpY Kalolei cpeoi Wi PeKUMOM MMUTaHUs, HE
MIPEJOTBPATIIIN OBl TTOSIBIICHHE JCITICIIHH.

“On NpeKpaceH. ”

MosxeT Jiv 3TO MIPOU30MTH CHOBA?

Ecnu B X01€ reHeTHUECKOT0 aHaM3a 000MX poJUTENeil He OBUTO BBISIBIEHO HUKAKUX
OTKIJIOHEHUH, BEPOSTHOCTH TOTO, UYTO y APYTHX JAeTel Oyner aenenns 14ql12, e Oynet
BBIIIIE, YEM Y IPYrUX ceMeil. Y poauTeneil ¢ HOpMalbHbIMU XPOMOCOMAaMU BEPOSTHOCTh
pOXIIeHus elie ofHOoTro pedeHka ¢ nenenueit 14q12 kpaiine mana.

Ho naxxe ecau aHam3 KpOBHU TOKA3bIBAET HATMUKE HOPMAIBHBIX XPOMOCOM Y 000HX
poauTeNe, CymecTByeT HeOoIbIasi BEPOATHOCT TOTO, YTO HECKOJIBKO UX SHIIEKIETOK
WM CIIEPMAaTO30MI0B HecyT aeneruio 14q. I'eHeTHKN Ha3bIBAIOT 3TO TOHATHBIM
MO3anuI3MOM. /IaHHBII TEPMHH O3HAYaeT, YTO Y POANTEIEH, aHaJI3 KPOBU KOTOPBIX
MoKa3aJl HAJIMYUE Y HUX HOPMAIIBHBIX XPOMOCOM, MOTYT POAMTLCS] HECKOJIBKO JIETEH C
OJIMHAKOBOI fenenuen.

Ecmu y ogHoro u3 poaureneit ects Mukpoaenenus 14ql2, puck nepenaun faHHON
MUKpoJenenuy pedeHky cocrasisieT 50%. CriocoOGHOCTE pouTesneit 3a00TUThCS O
pebenke, ckopee BCero, CB3aHa ¢ UX COOCTBEHHOH CIIOCOOHOCTHIO K O0YUEHHIO.

PonuTenu 1omKHEL UMETh BO3MOYKHOCTb IPOKOHCYJIBTUPOBATHCS C BPAUOM-T€HETUKOM,
9TOOBI 0OCYIUTH BEPOSITHOCTH POXKICHHS €IIe OJTHOTO PEOCHKA ¢ JeNielue 1
00TOBOPHUTH MIPOBEICHUE TPEHATAIIFHON M MTPEUMIUIAHTAIIMOHHOW T€HETHYECKON
nuaraoctuku (ITCT). TIT /] TpeOyeT 3KCTpakopIopaibHOTO OIJIOJJOTBOPEHHS U OUOTICUU
SMOPHOHOB; B 3TOM CIy4ae TOJIBKO 3A0POBEIE IMOPHOHEI TEPEHOCATCS B MaTKy. Ecin
K€ POJIUTENN BEIONPAIOT ECTECTBEHHOE 3a4aTHe, TO BO3MOXKHA NPeHaTaIbHas
JIMarHOCTHKA, COCTOsIIast U3 OMOIICHU XOPHOHA U aMHHOILIEHTE3a ISl aHAIH3a XPOMOCOM
peGenka. [TonoOHbIe BUIIBI IMAarHOCTHKU 00J1a1al0T BHICOKOW TOYHOCTBIO, O/IHAKO HE BCE
U3 HUX JOCTYIHBI IOBCEMECTHO.



IT0 MOKHO BbLIeYNTh? Kakue cymecTByOT crioco0bl JeyeHus ?

K coxanenuro, Ha JaHHBIH MOMEHT HE CYIIECTBYET KaKUX-JIH00 crienuduaeckux
METO/IOB JICYEHHS, KOTOPbIE MOTJIH ObI OCTAHOBHUTH Pa3BUTHE CUMIITOMOB JIEJICIIMU
14q12. 3aboTa o pebeHke ¢ nenenueit 14q12 Tpedyer ydera HHANBULYaIbHBIX
ocobeHHOCTEW 1 yMeHHH pebeHka. Jlydie Bcero mogoiaeT KOMIUIEKCHBIN TOIXO0/ C
MIPUBJICYEHHEM HETOJIOTOB, (PM3MYECKUX TEPAIIeBTOB U 3prorepaneBToB. Ocoboe
BHUMaHHE CIIETyeT yICIUTh BOIIPOCAM NMUTAHKS U CHACTHYHOCTH MBI, TaK KaK OHH
OKa3bIBAIOT 3HAYUTEIILHOE BIMAHIE HA KAYECTBO XKU3HN PEOCHKA U POAUTEICH.
ConnanbHO-TICHX0IOTHYECKas IOMOIIb CEMBSIM TaKKE UTPAET BAXKHYIO POIIb. UTOOBI
CAepKaTh MPHUCTYIHI CyJOPOT, PEKOMEHIYETCSI IPUHUMATh POTUBOIMICITHICCKUE
mpemnaparsl, a B ciiyuae HapyuieHus: cia — menaronuH (Florian 2011).

OcHoBHbIE PU3HAKH MUKPOAeIelnu

xpomocomsl 14q12 Y Hee mupokas
9

3aMe/IJIeHHbIE TeMIIbI POCTa OJIOBBI Jyde3apHasi yJIbI0OKa 0
pebeHKa, 1, Kak Clle/ICTBHE, MAJICHBKUH uepen caMbIii 3BOHKMIl cMeX.
(Mukpouedanus)

3ajepkka B pa3BUTHH, HHOTZAa — PErpecc
pasBuTus

TpyAHOCTH ITPU KOPMIICHHH U HEOCTATOYHBIH HaOOp Beca (3aepiKka GU3HIECKOTO
pa3BUTHS)
3anopsl

Hapy1eHue MBIIIEYHOTO TOHYCA: CHHKEHHBIH (THIIOTOHHMS ), IIOBBIIICHHBIN
(TUIepTOHYC), CHACTUYHOCTh

HeoObIuHbIe 4epThI JIUIa

Hapymenne xons081 1 peun
IToBTopstommecs (CTEpPEOTUITHBIE) ABIKEHUS
Hapymenue cna

Cya0opOKHBIH CHHAPOM

Bpykcuzm

X0noaHbIe KUCTU U CTOIIBI

VckpuBIIeHHBIH ITO3BOHOYHUK (CKOJIHO3)

Ha MPT napymeHust pa3BUTHS MO30JIMCTOTO Tella (CTUIETeHHsI HEPBHBIX BOJIOKOH,
COETUHSIONINX JIEBOE U IPaBOE TOIYIIAPHS MO3Ta)

Kpartkocpounasi ocTaHOBKa JIbIXaHUs (aI1HO?)

(Bisgaard 2006; Papa 2008; Florian 2011; Kortiim 2011; Torgyekes 2011; Allou 2012;
Fonseca 2012; Santen 2012; Ellaway 2013; Perche 2013).

OcHoBHbBIC IPU3HAKH MUKpoOAeaennn Xxpomocombl 14q12-14q13.1
Mnocue OCO6€HH00mM ()aHHOlJ Mquoéeﬂeuuu NOJIHOCMbIO UTIU YACMUYHO CX0JCU C
yepmamu Oeneyuu yyacmxa 14q12

3amepikka B pa3BUTHH, BO3MOXKECH perpecc pa3BUTHs (TIOTEPS paHee MPHUOOPETEHHBIX
HABBIKOB U YMEHHIA)

3aMe IeHHbIE TEMIIBI POCTA TOJIOBBI peOeHKa, U, KaK CIICICTBUE, MAJICHbKUH Yepert
(Mukporedaus)

TpynHocTH pu KOPMIICHUN M HECTaOMIBHBIN Ha0Op Beca (3a1epxKKa (pU3MIecKoro
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pasButus). Tspkenas, SpKo BeIpakeHHas (opMa ractpodzodareaibHoi pedIroKCHOM
6one3nu (I'OPB)

PaccrpolictBo peun

PaznpaxutesbHOCTh ¥ OECIIPUYMHHBIN T171a4 Y HOBOPOIKIEHHBIX

Ha MPT napymeHust pa3BUTH MO30OJIMCTOTO TeNa (CIUIETEHHS HEPBHBIX BOJIOKOH,
COCAMHSIIONIMX JIEBOE U MPABOE TOJTyLIapHs MO3ra)

[ToTeps 3peHust BeiaeacTBUE HApYNIEHHUH B KOPE TOJIOBHOTO MO3Tra H/WIH aTpodhun
3pUTENBHOTO HEPBa

CyIOpOXHBII CHHIPOM/CYIOPOKHBIEC ABHKEHUS

Yacrsre nH(OEKINOHHBIC 32001€BaHUs (THEBMOHMS, BOCTIAJICHUE CPEIHETO yXa).
[THeBMOHUS MOXKET OBITH BBI3BaHA PE(IFOKCOM (aCTHPAITH)

[MoBTopstromuecst (CTepEeOTHITHBIE) ABHKEHHS

Hapymenue cHa

(Kortiim 2011; Torgyekes 2011; Unique).

Ilepuon 6epemenHoCTH

bonpnmHCTBO OEpeMEHHOCTEH, OMMUCAHHBIX B MEIHLIMHCKOH JIUTEpaType, NPOTEKaIH
HOPMaJIbHO, & POABI B CPOK. Y IBYX JeTeil ObIJIO OTMEYEHO 3aMeUICHHOE Pa3BUTHE
(3ameprkka BHyTpuyTpoOHOTO passutus mwiona (3BYP)) (Papa 2008), a y pebenka ¢
nenenueit 14q12q13.1 Bo Bpemst Y3U, npoBeieHHOM Ha IIECTOM Mecslile OepeMEeHHOCTH,
0bLTO0 0OHApYKeHO paciiervieHue ryost u Heba (Unique). YV omgHOro pebeHka ¢
oOIIMPHOH Jienenneit, KoTopas 3aTpoHyna ydacTok 14q21.1, ObLIO BBLBICHO
3ameJIeHHe cepeOreH st HeoCPEICTBEHHO Mepell poJaMu, KOTAa BOKPYT €ro HIieu
wIoTHO obepHyack mynosuHa (Torgyekes 2011). ITo omeity Unique, B OOMBIIMHCTBE
ciryqaeB OepeMEeHHOCTh POTeKalla HOPMaJIbHO, M POABI IIPOXOIHIN B IIpeesiax
HaMeUYeHHOro cpoka. Bee HapyIeHuns Obuti 0OHapyKeHbI ociie pogoB. OHaKO OAUH
pebeHok ¢ o0mupHOM Aenenueit, oxBaThIBarolIel yuactok 14q12, ponmics
NPEeX/IEBPEMEHHO Ha 35 Hejiene B pe3yJibTare MPexkIeBPEMEHHOM OTCIOWKH IIJIaleHTHI.

IMocJie ponos
Bec HOBOpPOK/IEHHBIX JieTeil 6e3 XpOMOCOMHBIX OTKJIIOHEHHH KosebieTcs oT 2,5 Kr 10 5

kr. CpenHuii Bec pebeHka 6e3 XpOMOCOMHBIX OTKIOHEHUH NPH POXKACHUH COCTaBIAET
3,4 kr.

Poct u Bec HOBOpOXKIEHHBIX ¢ Aenenueit 14ql2 HaxoaaTcs B peaenax CpeaHuX
3HAaYCHUH WM HeMHOTo Hike. COTIIacHO MMEIOIINMCS TaHHBIM, BEC IeTeH mpH
POXKAEHUM cocTaBiseT oT 2,6 kr 10 4,4 Kr, pocT — 0T 46 cM 10 53 cM. OKpy>KHOCTh
T'OJIOBBI HOBOPOXK/ICHHBIX KOJICOJIETCSI OT HOPMaJIbHBIX JIO OY€Hb HU3KUX 3HaYCHUH. B
OOJIBIIMHCTBE CJIy4aeB OKPYKHOCTh I'OJIOBBI Ha HYDKHEH TpaHuiie HopMmbl 1 Hinke (Papa
2008; Kortiim 2011; Torgyekes 2011; Allou 2012; Ellaway 2013; Perche 2013; Unique).

IIpu poxaeHun MHOTHE AETH ¢ Aenennel Ha ydactke 14q12 Haxoaunucey B Xopouiem
cocTostHUH: 7 6aioB U BeIIE 1o mKane Anrap (mxkana ot 0 1o 10 s oneHkH
COCTOSIHUSI HOBOPOJKACHHOT0) Yepe3 MUHYTY H IIATh MUHYT MOCTE POXIeHUA. JleTH ¢
nenerueit 14q13 ucnprteiBaroT 600abine TpyaHocTH. OuH peOEHOK ¢ Aesenueii Ha
yaacTtkax 14q12 u 14q13 mo mxane Anrap yepe3 MUHYTY U IIATh MHHYT MOCTIE
POXIIEHHUS MOIyqrII 1o 9 6aitoB, 6asis! Ipyroro pedenka coctaBwmm 8, 6 u 10. Otn
OaJyIbl MOKA3BIBAIOT, YTO COCTOSHUE BTOPOTO peOEHKa CITyCTs IATh MUHYT MOCIIE
POXIEHHUS CHavalla yXyJIIHIOCh, a IOTOM NPHILIO B HOpMY. Kpome Toro, Obutu
3atukcupoBanbl 6amisl 6, 7 u 10. Y ogHOro pebeHka ¢ nenenueii, 3arparuparomiei
yuactok 14q13, mocie poxxaeHus HadIronanach cephe3tas apIxareabHas
HeocTaTovHOCTh. [To00HbIE Ciydan ObUIM TAKXKE OIMMCAHBI B MEIUIIMHCKOM
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muteparype (Torgyekes 2011; Perche 2013). V aBoux mereii ¢ o0mmpHO neneruen
14912921 mocne poxxaeHus Obla BEISIBIICHA JBIXaTENbHAS HEJOCTATOYHOCTh, OAHOMY H3
HUX NTOTPeOOBAIOCH TPOBECTH MHTYOAIINIO, YTOOBI IOMOYB €MY JbIIIATh. DTUM AETIM
ObU1a HE0OX0MMa BCIIOMOTaTeNlbHAsl HCKYCCTBEHHAs BEHTUIIILMS JIETKUX U
WHTEHCHBHAs Tepalus, B TEUEHHE HECKOJIbKUX Hesenb i Mecsaues (Devriendt 1998;
Mehta 1999; Torqyekes 2011; Santen 2012; Unique).

Kopmienue

Y MHOTHX ZeTe, KOTOpble He MOTYT

3¢ PEKTUBHO cOCaTh U INIOTATh IPH POXKICHUH,
BCTPEYAIOTCS MPOOIEMBI IIUTAHUS Ha
MPOTSKEHUH BCEH UX NaJdbHEHUILIEH KU3HMU.
OmnsiT Unique moka3sIBaeT, YTO TPYAHOE
BCKapMJIMBaHNE BO3MOJKHO JINIIb B PEIKHX
ciyyasx. C BO3pacToM Npolecc KOPMIECHHs
HOpMAaJIU3yeTCsl, HO, TEM HE MEHee, CeMbsIM
HEeo0Xo1MMa MOoAJIePIKKa, TaK Kak JETH C
HanOosee BEIPAKEHHBIMU CUMIITOMAMU
JIENIeINA HEKOTOPOE BPEMSI MUTAIOTCS Yepes
Ha30TacTpalbHbINA 30H1 (TPYOKY, BBOJHUMYIO
yepe3 HOC B XKEITYA0K) HIIH Yepe3 racTpoCTOMY
(TpyOKy, BBOIUMYIO HANPSIMYIO B JKEIYAOK).
ITo ombiTy Unique, Ha3oracTpaibHbIN 30HI U
MIUTaHUE Yepe3 racTpoCcToMy HOTpeOoBaIHUCh
TOJIBKO JIETSIM ¢ OoJiee OOLIMPHON eennei,
oxBarbiBatouleit yuactku 14q13 nnm 14q21.
Menraer KOpMIICHHIO TAKXKE 4aCTO
Ha0JI0/1aeMoe BBITAIKMBAaHKE SI3bIKa. B
TEUEHHE JIOJTOr0 BpEMEHH JIETH He
CIIPABJIAIOTCS C OJyTBEPAOH U TBEPLOI
MHULIEH.

T'actpoasodareanbusiii pedarokc (I'DOP) —
3aboJieBaHue, IPU KOTOPOM COAEPIKMMOE JKEITyIKa YACTHYHO BO3BPAIIAETCS B ITUILEBOI.
I'OP sBisieTcst 1OCTaTOYHO YacTHIM SBJICHUEM Y 3THX JIETeH, COXpaHseTcsl Ha
MPOTSDKEHHH BCETO JISTCKOTO BO3pacTa M JIOCTaBIIsIET MHOKECTBO IIPOOJIEM, OZTHAKO C
BO3pPAcTOM TeUeHHE 3a00eBaHus cMsrdaercs. JlanHOMy 3a00JIeBaHHIO MOABEPKEHBI BCE
JIETH BHE 3aBHCHMOCTH OT PacIioyioxkeHus u pazmepa aeienun (Kortiim 2011; Torgyekes
2011; Fonseca 2012; Ellaway 2013; Perche 2013; Unique).

Pedrokc moBsIMIaeT pUCK BABIXAHUS MUIIU PEOSHKOM M IPUBOIUT K aCIIUPAIIIOHHON
ITHEBMOHUH, PaCIpOCTpaHEeHHOH cpenn aeteit ¢ penenunert 14q12 (Kortiim 2011).
CMSArYuTh MPOsBICHUE pedIIFOKCa BO3MOKHO 0J1aroapsi oIyBEPTHKATBHOMY
MTOJIOXKCHHIO PeOCHKA BO BPEMSI | IIOCIIe KOPMJICHHUS, CHY B CIICIHAILHOM Kpecie, a He B
KpOBAaTH, a TAKXKE TP MOMOIIIH JICKAPCTB, TIOMOTAIOIIUX KEITYIKY YACPKUBATH
MOCTYMAIOMIYIO eny. Eciu y pebeHka He mpeKpamaroTcst TPYAHOCTH TIPU KOPMIICHHH, TO
HE00XOIMMO TPOBECTU (PYHAOTUIUKAIIUIO — XUPYPTHICCKYIO OTICPALIHIO,
HATPABJICHHYIO HA YJIYYIICHUE paOOThl HUKHETO MHUIIECBOJHOTO CPUHKTEPA.

JlaHHBI KOMILIEKC Tpo0ieM 00ycaBiInBaeT HeOOXOAMMOCTh HAOIIOIEHHS Y JIoTole/1a
¢ panHero Bo3pacTta. CeMbsM Takxe TpeOyeTcs mpodeccHoHaTbHAast TOMOIIb AUETOJIOTa,
TaK Kak MpoOJIeMbl OpraHU3aliH IPABHIFHOTO MMUTAHMS OKA3bIBAIOT CYIIECTBEHHOE
BIIMSTHUE HA KaU4eCTBO JXU3HM NeTer u ux poauteneit (Florian 2011).
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3amop pacmpocTpaHeH H 0COOSHHO CBsi3aH ¢ AenenusMu 14q12, moAToOMy MHOTHM JETSIM
HE00X0IUMO eXeTHeBHO nmpuHUMaTh cnadburensHoe (Ellaway 2013; Unique).

V nerel Takke 4acTO HAOIIOMAETCS MMOBLIIIIEHHOE
cironootaencaue (Papa 2008; Allou 2012). IIpu sTom crout
MIPUMEHSTH CKOIIOJIaMUHOBBIH TUIACTBIPh U TIMKOITUPPOJIAT
(mepopainbHo). B crienmanu3upoBaHHBIX IIEHTPaxX
HEKOTOPBIM JICTSIM JICNAIOT HHBEKIMN O0TOKCA B CIIIOHHBIC
kene3bl. VIM 3aKphIBalOT IPOTOKHU CIIOHHBIX JKENe3 B
HIDKHEH 9aCTH POTOBOM MOJOCTH, YTOOBI CITFOHA
BEIJIENSIIACh TOJBKO Yepe3 IMPOTOKH B Hebe.

\

)
“ KopmuTh rpy/pio ee He MOIIIH. B TeueHune mectu Hezelnb m .

& KOPMHUJIH TIPH OMOIIH TPYOKH, 3aTeM u3 OyThuIkn, 1 k S

IIECTH MecsIiaM OHa yke ena kamry. Ceuac B | rogu 2
MecsLa, OHA Ha BBICOKOKAJIODUWHOM JUETE U eCT
M3MENBUYEHHYIO U IEPEMELIAHHYO MHILY. - deneyust
14q13q21, 1 200 u 2 mecsaya

“V Heé ObLT THKENBI peIIOKe, M OHA [Ba pasa nonagana |

B OOJILHHUILY C acCUpAIlMOHHOW THeBMOHMelH. CHavyana oHa =~
MOJTy4YnIia MEJMKAMEHTO3HOE JICUCHHUE, 3aTeM el )
YCTAaHOBHJIM TaCTPOCTOMY, 3aTEM CIOHOCTOMY (30H]I YCTAHABIUBACTCS B TOHKYIO
KHIIIKY, YTO TIO3BOJISIET BHIXOJUTh BO3YXY), U TIPOBENN (DyHIOIUTHKAIINIO. XOTS
HUKaKUX aHOMAaJIHMH MUIIEBO/Ia He 00HAPYIKEHO, €if TPYIHO III0TaTh, IO3TOMY OHA HU
pasy He Nolydasa IHUILY Yepe3 POT ¢ MOMEHTA POKAEHUs. - deneyus 14q12q21, 1
200 u 4 mecsuya

IIpo6semsbl ¢ pocTom U HaOOpoOM Beca

XOoTs moKasaTeny Beca U pocTa HOBOPOXKACHHBIX ¢ aeseuuend 14q12 oObraHO
COOTBETCTBYIOT CpPEHEMY 3HAYCHHUIO WM 3HAYSHUIO HEMHOT'O HIKE CPEJTHETO, 110 Mepe
B3pOCJICHHS TAKWE JICTH HAUMHAIOT OTCTaBaTh B POCTE M BECE OT CBEPCTHUKOB.
3aMeIeHNe TeMIIa pocTa U HeZo0op Beca MOTYT OBITh HE3HAYUTENIBHBI WIIN JIOBOJILHO
SIPKO BBIP@)XKEHBI: TTOKA3aTeNI MOTYT HIKE 3-T0 IEHTHIIS (Takue 1oKazaTes umMetoT 3%
Hacenenus). OJJHaKo Takoe 3aMeUICHUe HaOIIogaeTcs He y BCeX: y IBYX AeTeH ¢
nenereit 14q12 B Bo3pacTe 2-X U 8-MH ¢ TIOJIOBUHOM JIET POCT COOTBETCTBYET HOPME
(Allou 2012; Unique).

Jetu ¢ nenenneit 14q12q13 takke MMErOT MpoOIEMBbI — MOKA3aTENH Beca, pocTa U
OKPY>KHOCTH T'OJIOBHI Y OOJBIIMHCTBA TaKUX JAeTeil Huxe 5-ro neHTund (5% HaceneHns).
HccnenoBanus nokasany, 4TO MEUICHHBIE TEMIIBI POCTA, KaK

IIPABUIIO, COXPAHAIOTCS B TEUEHUE BCErO NEpUOJa JETCTBA

7
(Torgyekes 2011; Fonseca 2012; Perche 2013; Unique). On ocpemaer

Ha naHHBII MOMEHT HET TaHHBIX, TIOATBEPIKIAFOIINX KOMHATy CBOEH

L 9
MOHUKEHHBIA YPOBEHb TOPMOHOB POCTa y AETEH C Aenenuen YIBIOKOJA.
14q12, cegoBaTenpHO, MPIMEHEHHE TOPMOHA POCTa y HUX
HEdPPEKTUBHO.

I'mnoronus

[IpakTnaecku y Beex aereit ¢ aenermeit 14q12 nabmronaercs H3MEHEHNE MBIIIETHOTO
ToHyca. Yarle Bcero y aerei HaOoaaeTcss HU3KUN TOHYC (THIIOTOHUS) MBIILI] TeJla WIn
TynoBuIia (Kak cieJcTBUe, peOCHOK BSUIbIN) B COUETAHUH C MMOBBIIICHHBIM TOHYCOM
MBIIIL PYK U HOT (THIEPTOHYC, IIPH ATOM MBIIIIbI HATPSDKEHBI U HE 3JIaCTHYHBI).



Hwuskuit ToHYC BO BCeM Tene y AeTeil HaOmogaeTcs ropasao
pexe (Papa 2008; Fonseca 2012; Ellaway 2013; Unique). ¥
Bcex netelt ¢ penermeit 14q11.2, ybn poautenu cooOUMIN O
COCTOSTHUW MBILIIEYHOT'O TOHYCa, OBbLII YCTaBIICH AUATHO3
«runotoHus» (cpeau cemeii-yuactaur Unique). Cpenn neteid
¢ nenenueit 14q12 y Tpoux HaOIrOIaICS HU3KUAN MBIIICYHBIH
TOHYC, a y IPYTUX TPOUX JAETEH MBIIICYHbIH TOHYC OBLI
MOBBIIICHHBIH WM HU3KUI B 00JIaCTH TyJIOBHUIIA U
MOBBILICHHBIH B 00J1ACTH PYK 1 HOT.

[ToBBILIEHHBIN TOHYC MBIIIL PYK U HOT MOKET
IporpeccupoBaTh. B Takux ciydasx AeTH MOJBEP>KEHBI PUCKY |
Pa3BUTHSI KOHTPAKTYP.

OTO0 0Ka3bIBAET CEPHE3HOE BIUSHIE HA KAUeCTBO JKU3HU
JieTeil U UX poAuTesei, T0ITOMY JIETAM TpeOyeTcsi IOMOIIb
¢u3ngeckux TepaneBToB u dprorepaneBToB (Florian 2011).

(1]
Korna ona cmeetcsi, OKpy:Kaiouiue
- 9
CMEIOTCSI BMECTe ¢ Held.

I'osioBa 1 MoO3r

Pocr rosossl pedenka ¢ nenenneii 14q12 ¢ yrparoii rena FOXGI (cm. pazgen I'enbl Ha
ctp. 18) mocie poxaenus 3amenmsercs. [Ipu poxaeHun moka3aTean OKpy>KHOCTH
TOJIOBBI OOBIYHO HaXoJATCs Ha HUKHEH rpaHyUIE HOPMBI WM HUXKE, a B }IaﬂbHeﬁIHeM
roJIOBa pacTeT oueHb MeuieHHO. OOBIYHO Ha MEPBOM T'OJly JKU3HH MOKa3aTeln
HaXOJATCS HIDKE 3-TO LIEHTUIIS U CTAHOBSTCS BCE MEHBIIE KO BTOPOMY T'OZly, IO3TOMY, B
BO3pAacTe 2-X WM 3-X JIET rOJIOBa Y JeTel O4YeHb MaJleHbKasl, KaK y HOBOPOXKJICHHOTO
(Bisgaard 2006; Papa 2008; Mencarelli 2009; Kortiim 2011; Torgyekes 2011; Allou
2012; Ellaway 2013).

PesynbraTbl MarHuTHO-pe3oHaHcHOH ToMorpadun (MPT) Mo3ra MOTyT COOTBETCTBOBATH
HOpMe, OJTHaKO B OosbIIMHCTBE ciayyaeB MPT BEIBISET OTCYTCTBHE WIIH HAPYIICHNE
Pa3BUTHUSI MO30JIUCTOTO TeIa. MO30JINCTOE TETI0 — 3TO CIUICTEHHE HEPBHBIX BOJIOKOH,
COEAMHSIIONIEE TIPABOE U JICBOE MOJYIIAPHUS TOJOBHOTO MO3ra. MO30IHCTOE TEIO MOXKET
oTcyTcTBOBaTh (arene3ns, AMT) nin ObITh HCTOHUEHHBIM WM HEAOPAa3BUTHIM
(runorunazus, 'MT). Ommuurenshas yepta pesermn 14q12 — Buanmoe B xone MPT
ncroH4yenue nepeaueit yactu Mozosmcroro tena (Kortiim 2011). AMT u I'MT cBsi3ans
C LIEJBIM CIIEKTPOM PACCTPOMCTB: OT CIaOOBBIPAYKEHHBIX 710 CEPbE3HBIX, B 3aBUCHMOCTH
OT HAJIN4KA APYTUX NOPAXKEHUH MO3ra.

Taxoke ObUTM 0OHAPYKEHBI IPYTHE OTKIOHEHUS, HAIPUMEp, HEIOCTATOYHOE KOJIMYECTBO
Oesoro BeliecTBa (HEPBHBIX BOJIOKOH) B JIOOHBIX JOJISIX C TIOTEPEH KIETOK rOJIOBHOTO
Mo3ra (HEHPOHOB) U CBSI3€i MEXTy HUMH, 3aJepKKa B (QOPMUPOBAHUN O0O0IOUKH,
MOKPBIBAOLIECH HEPBHBIC BOJIOKHA (MUEITMHU3AIIMH), 1 YBEINICHHBIC KETYT0UKH
(TIOJI0CTH B TOJIOBHOM MO3TeE, COACPIKAIINE JIMKBOP). VI3BUIIMHBI KOPBI TIOOHBIX JTOJIEH
MO3ra MOTYT OBITh INIOCKUMH (c11a00 BBIpaKEHHAS MAaXUTrupusi J0OHBIX noneit). Cpenu
cemeii-yuacTHHKOB Unique «He3pesiocTh» roJ0BHOTO MO3ra Obula OTMEYEHa y ABYX
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JIeTel ¢ OOMIMPHBIMU JIeNeIUsIMHE BILIOTH 10 yyactka 14q21 (Kortiim 2011; Torgyekes
2011; Allou 2012; Ellaway 2013; Perche 2013; Unique).

Pacmm¢poBka pesynsratoB MPT — 04eHB CIIOKHBIH TPOIIECC, TO3TOMY TOIBKO Balll
HEBPOJIOT MJIH MEIUATP CMOTYT OOBSCHNUTH BaM 4YTO OBUIO BBISBICHO B XOZE IIPOBEACHUS
MPT.

Abixanue

3a0oeBaHus IbIXaTENbHBIX IMyTEH JOCTATOYHO YaCTO BCTPEYAIOTCS Y MIIaJICHLICB, AETeH
u B3pocibix ¢ aenenueit 14q12 u 14q13 (cm. paznen HoBoposkaennsie Ha ctp. 7).
Cumnraercs, uto norepst resa NKX2-1 B ciaydae aeneuuu 14q13 (cm. paszgen I'enbi Ha
cTp. 18) 1nexkuT B OCHOBE OOJIBIIMHCTBA CEPbE3HBIX 3a00JIEBaHU AbIXaTEIbHBIX IyTEH,
XOTS y HEKOTOPBIX JIETEH, Y KOTOPBIX 3TOT T'eH HE OBl yTpadueH, TaKXKe ObIITH BBISBICHBI
Hapymenus aeixanus (Ellaway 2013; Unique).

Y HEKOTOPHIX HOBOPO>KACHHBIX HAOJIOIAETCS OCTpasi AbIXaTeNIbHAs HEJOCTATOYHOCTb.
OHHM HYXIAIOTCSI B UICKYCCTBCHHON BEHTHJISIIIMH JIETKUX MHOT/IA B TEUCHNE HECKOJIBKUX
HEeJIeNIb WM 1aKe MecsineB. HekoTopsIM JeTsM HeoOXoauMa KUCIOPOIHAS MOJAEPKKA
JlaKe MOCIIe BBIITMCKU U3 poanoMa. [loMrMo npobieM ¢ NpIXaHueM MPU POXKICHUH, Y
Jieteil MoryT HaOI0aThCsl MOBTOPHBIE MHPEKIMU IbIXaTeIbHBIX MyTeH, Hampumep,
ITHEBMOHUSI U OPOHXHOJUT. DTH 3a00JI€BaHMs TIPEJICTABISIIOT [Tl HUX CEPHE3HYIO
OMACHOCTh M TPEOYIOT cTarroHapHOro iedeHus. K coxxanenuro, Ob110 3a)HKCUPOBAHO
YeThIpe cIydas CMepTH peOeHKa OT MHEBMOHUY: ¥ 1BOMX Obuta memerust 14q11.2q13,
3axBaTbIBaromas yyactok 14ql2, y omnoro — menenus 14ql2, u 'y omHOTO peOeHKa -
nemertus 14q12q13 (Devriendt 1998; Mehta 2001; Torgyekes 2011; Fonseca 2012;
Santen 2012; Ellaway 2013; Unique).

VY OompmmHCTBa AeTel-yaacTHIHKOB Unique ¢ menernueii 14q12 He Obimi 00HApYKEHBI
HapyIieHus aAbixanus. OJHaKO y OZHOTO B3pOCIIOro ObLIa BhISBIICHA
MIPEIPACcOI0KEHHOCTh K MH(EKIIMOHHBIM 3a00JIeBaHUAM, A TAK)KE YCTAHOBJICH THArHO3
OpoHxHarbHasg acTMa. Y ABOUX jaereil ¢ nenenneit 14q12q13 Obun BRIABICHBI
MTOBTOpPHBIE MH(EKINN AbIXaTebHBIX MyTell. Y neteii ¢ nenernueit 14q13 3agactyro
HaOJTI0IAt0TCS HApYIICHUS AbIXaHMS.

Y HEKOTOPHBIX MJIAJICHIIEB U J€TeH TaKKe MOTYT CIIy4aThCsl KPaTKOBPEMEHHBIE
MIPHUCTYIIBI AaITHO? (OCTAHOBKH AbIXaHUA). [[pudrHaMu TaKUX MPUCTYIOB SBIISFOTCS
HETPOXOJUMOCTb JBIXaTeNBHBIX IyTel WIN HeBpoorumdeckue Hapymenus (Torgyekes
2011; Fonseca 2012). UneHsl ceMbH 0053aHbI 3HATH 00 3TOM M HUMETh HEOOXOIMMOE
000pyI0BaHUE JTOMA.

Taxoke y nereit Bctpeyaercst yyanieHHoe Jpixanue (runepsentmwinus) (Ellaway 2013).
Manbuuk ¢ genernueit 14q12.2q13 uMen uckpuBieHUE CpeaHEH YaCTH MO3BOHOYHUKA U
SMH30/Bl YYAIEHHOTO U TIyOoKoro asixanus (Perche 2013). AHanorunyHo, y 1eBOUYKH C
nenenuei 14q12 oTMedanoch HCKpUBIIEHUE CPEAHEH U HIKHEH JacTel TO3BOHOYHHKA,
U ciydanuch npuctymnsl runepserTmwanuu (Ellaway 2013).

YacTuyHasi WK MOJIHAS pacule/IMHA HeDa

Xot4 paciiennHa He0a He CUNTAETCS TUITUYHON A cHHApoMa aenennu 14q12,
HECKOJIBKO J€TEeH POJIMINCH C 3TO 0COOEHHOCTHIO MIIM NMEIIH BBICOKOE U Y3K0e HEOO.
Cpenu nereii ¢ oOmmpHoi nenenmeit 14q12, 3axsarsiBatomei yaactku 14q13 wnm
14q21, pacuienunsl HeOa U ryObl HaOMOMATKCH B ToJIoBHHE ciiydacs (Unique).

WHoraa MoryT ObITh IOPaXKEHBI OTJEIBHO TOJBKO TBEP0E HEOO WM TOJIBKO MATKOE.
Taxoke 0bUTM 3a)MKCUPOBAHBI CITyYaH PACIICIUICHNS] HEOHOTO SI3bIYKa (YBYJIBI, OTPOCTKA
MSITKOro HeOa). B HEKOTOpBIX citydasix y eTeil HabIrolaeTcsl paciienuHa ryosl.
Pacmienynbl HeOa 1 ryObl BEI3BIBACT Y peOCHKA TPYAHOCTH IIPU IIPUEME UL U
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poOJIeMEBI, CBS3aHHBIE C pa3BUTHEM pedr. CIEeIHaNHCT 10 YXOIy 32 PeOCHKOM
pacckaxkeT, Kak ¢ HUIMH crpaBUThesl. Kak npaBuiio, Assi MUHUMH3aLUH U JaTbHEHIIEro
YCTpaHEHUs ATHX Mpo0IIeM TpeOyeTCs XUPypruuecKkas KOpPeKIus.

BaemnocTn

JHetu c nenerueii 14q12 BHemHE MOTYT HE OTJIMYATHCS OT CBOMX CBEPCTHUKOB, OTHAKO
HEKOTOPbIE MOT'YT HMETh JIMIEBbIE 0COOCHHOCTH. Yaile BCero poauTeNny He BUIAT ATUX
OTJIINYMH, OOBIYHO MX OTMEYAIOT Bpaul. Kakaplii peOeHOK YHUKANICH, U y HEKOTOPBIX
MPAaKTHYECKH HEBO3MOXKHO BBISIBUTH XapaKTEePHbIE TUCMOP(HOIOTHIECKOE YEPThI
3abosieBanus. TeM He MeHee, MIIaJIeHIbl MOTYT OTJIMYAThCS OT CBOMX POJUTENEH 1
JIPYTUX YICHOB CEMbBH.

VY nereii ¢ nenenueit 14q12 u notepeit rera FOXG1 (cm. paznen ['enbi Ha cTp. 18)
OTMEUaloT TaKue 0COOCHHOCTH KaK HU3Kas MePEHOCUIIA, KPYITHBIA KOHYHK HOCA,
0OJIBIIINE YIITH, TOJHBIC T'yOBI, BRICTYIAIOIIAS YEITIOCTh M SMTUKAHT (CKIIaaKa y
BHYTPEHHETO yTJIa IJ1a3a). ITH NPU3HAKH HE TaK SPKO BBIPAKEHBI Y IeTel C eTIeIUsIMH
MEHBIIETo pa3Mmepa. HekoTopble 1eTH MOTYT AepKaTh POT OTKPHITHIM U BHITAJIKUBAThH
SI3BIK, COBEpIIasi UM HETPOU3BOJIGHBIC IBIKCHUS. Y OTHOTO peOCHKA C OOIIUPHON
nenereit 14q12q13.3 mabmoganock orcyteTre 3yooB (Papa 2008; Kortiim 2011;
Allou 2012; Fonseca 2012; Ellaway 2013).

[Tono6HbIe YepTHI JHIa 3a4aCTyI0 HE3aMETHBI: HU B OJTHOM 13 cemeii-yuactHun Unique
HE CUMTAIOT, YTO peOeHoK ¢ nenenneit 14q12 Berasaur ocodenHsM. OTHaKO B citydae
0o0mupHON nenenyu y neteil HabmogaeTcs pacieanHa ryObl, U 3T0, KOHEYHO, 3aMETHO.

Kuctu u cronsl

Kuctn u cronsl gereii ¢ neneuneii 14q12 MoryT ObITh X0JI0JHBIMH Ha omrynb (Papa
2008; Ellaway 2013). Bonee Toro, CTOUT CKa3aTh, YTO HE3HAYUTEIHHBIC AaHOMAITUU
KHCTEH M CTON 9acTO BCTPEYAIOTCS CPEAM AETEeH ¢ APYTUMH XPOMOCOMHBIMHU
OTKJIOHEHUSMH. Y neteld ¢ nenerueii 14q12 10BOIBHO ATHMHHBIE MABIBI PYK U HOT,
KJIUHOAAKTIWINA (MCKPUBJICHUE BHYTPH) OJHOTO WIIM HECKOJIBKHX IMAJBIEB HA PYKAX HIIH
HOTaxX, YKOPOUEHHbIE MaJbIbl HOT U MaJIEHbKUE KUCTU U CTOMBI. XapaKTepHbIMU
npusHakamu aeneuuun 14q12q13 sBasitorcsi: e AMHCTBEHHAS MONEpevHas Ja0HHas
CKJIaJIKa, YKOPOUCHHBIC MBIl HA PyKaxX, OOJBIINC MATBIbI HA HOTaX IIMPOKKE, a
JIpyTHe MajbIbl HakIaaeBaroTcs Apyr Ha apyra (Fonseca 2012; Ellaway 2013; Unique).

BonpmmaCcTBO I[C(l)opMaIII/Iﬁ PYK U HOT HC BJIMAIOT Ha UX (I)yHKIlI/IIO U HC BBI3BIBAIOT
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nmuckoMpopt. Tem He MeHee, B cirydae HeOOXOAUMOCTH, [T UCTIPABICHUS
MEPEKPEIIUBAIOIINXCS TAJBIEB HOT MCITIOJIB3YIOTCS CIIEIIMAIbHbIC IITHHBL.

3adacTyio y AeTell ¢ XpOMOCOMHBIMH OTKJIOHEHHUSIMHU, B TOM YHCIIE U ¢ Aenenueit 14q,
BCTpEYaeTCs TNIOCKOCTOMHUE. Y TaKUX JIeTeH 3T0, KaK MPaBUIIO, CBSI3aHO C HU3KUM
MBIIICYHBIM TOHYCOM. B ciiyyae HE0OX0IUMOCTH, Bpay Ha3HAYaET HOIICHHUE
OpTOIEANICCKON 00YBH MU UCIIOJIB30BAHUE CIICITHATBHBIX CTEIICK.

(17
Bce, uTo oH genaer,
L1
JIJISI HAC 0COOEHHOeE.

CynopoxHblii CHHAPOM

CyIOpOKHBIM CHHAPOM — OJHO U3 XapaKTEepHBIX NposBiIeHur aeneunu 14q12, ogHako
OH TPOSIBIIAETCS HE BO Beex cinydasx. B Unique y AByX U3 ATH AETEH C JaHHBIM THUIIOM
JIEJISIIIH UMEETCs SMMUIICTICHUS, Y OHOTO pedeHKa ¢ aenenuneit 14q12q13, y koToporo
00OHapy KeHbI IBUraTeIbHbIE HAPYIICHUs, BO BPEMsI CyJOPOT B XO/€ 3aIIUCH MO3TOBOU
akTUBHOCTH [DDI'] mokazaTenu He OTKIOHSIIUCH OT HOpMBL. Kak mpaBuiio, amuiencus
BcTpeuaercst cpeau aeredd Unique ¢ neneuueid 14q12, kotopast 3aXBaTbIBaeT y4acTKU OT
14q11.2 no 14q13 mnu 14q21.

IlepBble cyroporu y feTei MOryT BOSHUKHYTh B Bo3pacTe oT 3 mecsiueB a0 11 ger. V
Jieteit HaOJIIoJamkch CIeyIoNINe BUABI CyJopor: abcaHc, HHOAHTUIIEHBIE CIIa3MBbI
(TIeproANIHBIE COKPAIIECHHUS TPYIIIT MBIIII IIIEH, TYJIOBHINA HIH HOT, JUTATEIFHOCTHIO B
HECKOJIBKO CEKYH]I, IPOSBIISIOTCS JI0 MECTUMECSIHOTO BO3PACTa), TOHMICCKHE
CyIOpOrH (TeJ0 HANpPsHKEHO), TOHUKO-KIOHHYECKUE CYTOPOTH (MBIIIIBI HATIPSATAIOTCS,
3aTeM OBICTPO COKPAIIAFOTCS M PacciaalIarOTCs) U MapIHaIbHBIC SITIICITHICCKIS
npunaaxu (Ansares 1-2 MUHYTBL, TIPH 3TOM TepseTcs 0CO3HAHHOCTb, M YEJIOBEK
JIBUTACTCSI HEIIPOM3BOJIBHO: MPUUMOKHBAET I'y0aMu Win TporaeT mpeametsl (Bisgaard
2006; Papa 2008; Florian 2011; Kortiim 2011; Torqyekes 2011; Allou 2012; Ellaway
2013; Perche 2013; Unique).

Cynopo>kHbIe CHHIPOMBI, KaK MPaBHUJIO, CBSI3aHBI C aHOMANIHSIMHU T'OJIOBHOTO MO3Ta,
BKITIOYast OTCYTCTBUE MO30JIMCTOTO Tena (cM. paszaen 'osoBa u mo3r Ha ctp. 10-11),
OJIHAKO CyJIOPOTH MOTYT MPOSIBIAITECS U y AeTel 0e3 anHoMmannit Mmo3ra. OOBIMHO
CYJOPOXKHBII CUHAPOM CAEPKUBAETCS C IOMOIIBIO MPOTUBOAMUIEITUIECKUX
IIPEnaparoB, HO y OJJHOTO W3 YJeHOB rpynibl Unique ObUIM MPUCTYIIBI, KOTOPBIE TPYIHO
CAEP KUBAIHCH TAKUM CIIOCOOOM. A IpyroMy pebeHKy IpreM IPOTHBOIMIICHTHYECKIX
IIperapaToB MOMOT HaOpaTh Bec.

Cepaue

B ocHOBHOM, jeTH poxkaatoTcs 0e3 OTKIIOHEHHH B CTPYKTYpe U QYHKIIUU CEPACIHO-
cocyaucToi cucteMsl. Y omgHoro pedenka B Unique ¢ penenneit 14q12q13.1 6510
00Hapy’KEeHO HE3aKPHITOE OBAIFHOE OKHO — OTBEPCTHE MEXKAY IBYMS BEPXHUMH
KaMepaMH cep/ilia, KOTOpoe OOBIYHO 3aKPHIBACTCS B IIEPBBIC THH WIIM HEJIENH TI0CTIe
poxnenus. J{pyroit pebeHOK pOIMICS C OTKPBITHIM apTepuaibHbIM poTokoM (OAIT).
ApTepuanbHbIi TPOTOK HEOOX0AUM ISl KPOBOCHA0KEHHS TUI0/1a, TIOCIIE POXKICHUS OH
3aKkpbIBaeTcs. Takxke y 3Toro pedeHka 0OHapyXWIIM CTEHO3 (CY)KEHHE) JIeTOYHON
aptepun. Y pebenka ¢ aenernueit 14q12q13.3, momumo OAII, Obiia BeISBIICHA TsDKETas
(hopMa BTOPHUYHOI JIETOYHON TUIIEPTEH3UN (BBICOKOTO KPOBSHOTO JABJICHUS B JIETKHX)
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(Fonseca 2012; Torgyekes 2011; Unique). Jleuenne qaHHbIX CEPAEUHOCOCYAUCTHIX
3a0oJeBaHNi Ha3HAYaeTCsl HHANBHAYadbHO. HeoOxoanmo mpoBecTr moapoOHOe
o0cnenoBaHue, YTOObI YCTAHOBUTH HEOOXOIMMOCTh XUPYPTrUUECKOTO BMEIIATEIILCTRA.

(11
He Ba:kHO, 4TO NPOUCXOUT
BOKPYT, OHA — 00JIbIIO Jy4HK

L1
COJIHIA.

3penne

YV HekoTOpHIX Aeteit ¢ nenenmert 14q12 xopomee 3peHne, 0JHAKO, Y MIIaICHIICB OOBITHO
HaOIromaeTCs 3aIepKKa B MPHOOPETCHNN HABBIKA PEardpOBaHUS Ha Pa3ApasKUTEIH,
Takue Kak Jimia u npeametsl. Co BpeMeHeM Bcé IpUXoauT B HOpMy. TeM He MeHee,
HEO0XOIMMO TIPOXOIUTH 00CIICIOBAHUS, TOCKOIBKY Y OJTHOIO peOCHKA C OOMIHMPHON
JIeNICIUeH, OXBaThiBaromIei yuacTok 14q13, Obuta 0OHAPYKEHO HEIOPA3BUTUE
3putensHbIX HepBoB (Papa 2008; Torgyekes 2011; Ellaway 2013; Unique).

KpaTkoBpeMeHHBIN HITH
OTCYTCTBYIOIIMHA 3pUTENBHBIN KOHTAKT
SIBISIETCSI HE HApYIIEHNEM 3PEHHS, a
BO3MO)XKHBIM ITPU3HAKOM ayTH3Ma
(Florian 2011; Kortiim 2011).

V MHoOrux nereii HaOIr0MaeTCs
THIIEPMETPONHA (1aTbHO30PKOCTE) H
cTpabusm (kKocoriaszue). Y 0aHOro
peberka Kocoriasue 00bIIHO
MPOSBISIOCH Tocte cyaopor (Kortiim
2011; Allou 2012; Ellaway 2013;
Perche 2013).

B Unique 5 u3 10 nereit umenu
poOIeMEI co 3peHueM. B Tpex ciryuasx
Ha0JII01a710Ch KOCOTIa3ue, HHOT1a
OJIHOBPEMEHHO C JIaJIbHO30PKOCTHIO. B
JIBYX IPYTHX CIy4asx ObIIO
00HapyKEHO KOPKOBOE HAPYIIICHHUE
3pEHUs: MO3T HE TIOHUMAET WJIN HUKAK
HE UHTEPIPETUPYET YTO BUIST IJIa3a.
Takoe HapylleHUE 3pEHUS IPUBOJUT K
CIIETIOTE.

Cayx

Jletn paHHeTo Bo3pacTa 03 JHO HAUNHAIOT pearupoBaTh Ha 3BykH. OJJHAKO HapyLIEHUs
cnyxa y mojeil ¢ nenenuent 14q12 ne pacnpoctpaneHsl. CTOUT OTMETHUTH, UTO YEM
oOlmpHee JeNelys, TeM BbIIIe PUCK HApYILICHUS ci1yXa. Y JeBOYKH C Aeienuen
14q12q13.1 rabmoganocs HapyIIeHUE CITyXa JIETKOM CTENEeHH, a y JeBOYKH C Aeenneit
14q11.2q21 — cumxenwne ciryxa B 1eBoM yxe (Torgyekes 2011; Unique).
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PazBurue

KpynHast MOTOpHKa: yMeHHe CHAETh U ABUTaThCHA

Hetu ¢ nenernueii 14q12, xak npaBuiio, CTAIKUBAIOTCS C CEPhE3HBIMU MPOOIEMaMHu B
NPUOOPETEHNH OCHOBHBIX MOTOPHBIX HABBIKOB. B 0COOEHHOCTH 3TO XapakTepHO [UIst
ZIeTel ¢ ererei, roxoasamei 1o yaactka 14q13. Y GonpmmHCTBa neTelt HaOmoqaroTes
HApYIICHHSI MBIIIIEYHOTO TOHYCA: HU3KUI TOHYC B OJTHUX YaCTSX TENa M MOBBIIICHHbIH
— B IpYrUX. JTO BBI3BIBAET TPYJHOCTH B 00YUICHUH UX KOHTPOJIUPOBATH CBOE TEJIO.
MHor#ue IeTH COBEPIIIal0T HEMPOU3BOIBLHBIC ABHKCHHS PA3TUYHBIMU YACTSIMHU CBOCTO
TEJNa, YTO TAK)KE MEIIACT UM HAYJUThCS CHJICTh, CTOSATh M XOAUTh. JIeTH ¢ IeTKoi
(hopMoOii MOTYT HAYYUTHCS XOIUTh U JaXke OeraTh, OJTHAKO JJIT MHOTUX 3TO
HEBO3MOXHO. B mepBbIc MECSIIBI )KU3HU PEOCHOK MOXKET pa3BUBAThCS HOPMAIBLHO, HO
MO3/{HEE MOXKET HACTYIHUThH PErpecc MPpUOOPETEHHBIX HABBIKOB. J[eTH yMEIOT CHIETh
TOJIBKO K 2-3 rojiaMm, a 3aTeM HECKOJIBKO JIET y4aTcsi CTOSATh U XOJHUTh.
[porpeccupyroias TyromnoIBHXHOCTh CYCTABOB PYK M HOT Y JIeTell MPensITCTBYET
00111eMy pa3BUTHIO UX MOTOPUKH. PaHHee Hauano paboThl ¢ PU3NIECKUM TEPANIEBTOM
BHOCHT >KU3HCHHO Ba)XHBIN BKJIA] B pa3BUTHE PEOCHKA U TIO3BOJIICT MAKCUMAIILHO
HCIIOIbL30BaTh €r0 BO3MOKHOCTH.

Cpenu neteit Unique oquH pebeHOK ¢ nenerueii B 14q12 Hayuuics cuaets B 2 roja u 2
Mecsna. BocbMuneTHu MalbYuK Hay4qmIicsi Oeratb, HECMOTPSI Ha HECTAOMIIBHOCTD
CyCTaBOB, HerOI/ISBOJ'H)HI)Ie JABHUXKCHUA U MI)IHIe‘-IHyIO CJ'Ia6OCTI), XOTd XOOUTh HA4YaJl B
1,5 roma, (Papa 2008; Florian 2011; Torgyekes 2011; Allou 2012; Ellaway 2013;
Unique).

Pyku: HaBbIKM MeJIKOI MOTOPMKHU U KOOPAUHALMH

HexoTtopsie neTé B OnpeeTICHHON CTETeHH CIIOCOOHBI KOHTPOJIMPOBATH ABHKCHUS
CBOUX PYK, HO MHOTHE JTOTO CJIeNIaTh He MOTYT. KOHTpOJIb ABMKEHUN PYK Y JIeTeH C
neneuuneit 14q12 umeer crennpuyueckyto MpUpoay: Aaxe ey AeTH HaydaTcs
KOHTPOJIMPOBATH ABMXECHUS PYK, B JaJIbHEHIIIEM OHM MOTYT yTPAaTHTh 3TOT HaBBIK.

Jertu c nerkoii popmoii 3a001eBaHuUsI CIIOCOOHBI IPOTATUBATH PYKH, OpaTh U
YACPKUBATH MIPEIMETHI, U 1a)Ke CAMOCTOSATEFHO MPUHIMATH THIY, KOTOPYIO MOKHO
B3sITh pykamu. Jletu ¢ Goee Tsokemnoit GopMoii He Bceria MOTYT YCBOUTh TEXHUKY
MMUHIIETHOTO 3aXBaTa: OHU HE MOTYT OpaTh MpeIMETHI OOJBIINM H yKa3aTeIbHBIM
naibnamMu. JJOTOTHATETFHBIE TPYJHOCTH CO3IAI0T HEITPOU3BOIBHBIE TIOBTOPSIFOIHECS
JIBIYKCHUS PYK (3ajaMbIBaHUE, pa3MaxUBaHue, MIOJHECCHHE KO PTY), KOTOPbIC JCTH HE
crocoOHbI KoHTposmpoBath (Florian 2011; Torgyekes 2011; Allou 2012; Fonseca 2012;
Ellaway 2013; Perche 2013; Unique).

B naHHOM ci1ydae JKU3HEHHO Ba)KHO KaK MO>KHO PaHbIIIE IPUCTYIIUTh K 3proTepanuu
JUTA CTEMYJIILIAHN PabOTHI PYK.

O0yuyenue

K coxanenwnro, konnaecTBo nHGopManuu 06 o0yuernn aereii ¢ genenueit 14q12 ouens
orpanndeHo. OUeBUAHO, YTO TaKKe IETH HYKIAAIOTCS B KOJIOCCAIFHON HOIIEPIKKE.
CornacHoO HCCIIeIOBAHISIM, Y€M OOIINpPHEE JISNIEIHs, TEM BBIIIE BEPOSITHOCTh
BO3HUKHOBEHUS TPYAHOCTEH B 00y4eHUH. 1 XOTS TOYHBIX JaHHBIX O MpoIecce
IIKOJIFHOTO 0OyYEHUs HET, CKOPEe BCET0, TAKNE JIETH MOCEINAIOT CIIEIHAIbHYIO IIKOITY.
(Santen 2012; Ellaway 2013; Unique).

Peub u o011eHue
Kak mpaBwuiio, kKauecTBO pedr JAeTeil 0Tpa)kaeT ypOBEHb UX CIIOCOOHOCTH K 00YUEHHIO.
JleTn, HCTIBITHIBAOIINE TPYAHOCTH B O0YICHUH, Pa3rOBAPUBAIOT MeHbIIe. JInmTs
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HEKOTOphIe ¢ Aenernueit 14q12 crmocoOHBI yCBOUTH HECKOIBKO CJIOB U JKECTOB, OHAKO U
B TAKHX CIIy4asiXx MOXKET HACTYIIHTh PErpecc, U ICTH YTPATSIT MPHOOPETEHHBIN HABBIK.
Jlet MOTYT 00IIATHCSI, HE UCTIONB3Ys Peyb: U31aBaTh 3BYKH, JICTICTaTh, YKa3bIBaTh HA
YTO-TO M UCTIOJIb30BaTh BCIIOMOTATEIIBLHBIC YCTPOUCTRA [T KOMMYHHUKAIIMKA. MUMUKa
JIUI[a OTPAHUYCHA, B CBSI3U C YEM POIMTENIN U CIICIIHATHUCTHI IO YXO/y 3a JICThbMH HE
BCErJla MOTYT MPABUJIBHO MOHSTH IMOIMH PEOCHKA.

CroBapHblIif 3anac Takux aerei orpanndeH. CornacHo qanHbpM Unique, NOHMMaHHUE U
pacIio3HaBaHUE CIIOB MOXKET BBI3bIBATH TPYJHOCTH BHE 3aBUCHMOCTH OT HAJTHYHS
HapyLIeHUH ciayxa. MHOTHe 1eTH cOCOOHBI HAyYUThCs pearnpoBaTh Ha 3HAKOMBIC
roJoca, XecTsl U (ppa3sl, O1aromapss padoTe ¢ JIOTOIEOM HITH 00YICHHUIO )KECTOBOMY
S3BIKY.

K coxanennro, 0TCyTCTBHE peuH SIBISICTCS OCHOBHBIM TIPOsIBIICHHEM nenerun 14q12: B
MEIUIMHCKOH JIUTepaType COOOMAaNOCh, YTO OTCYTCTBHE PEYH OBUIO YCTAaHOBICHO Y
Beex Aeredt ¢ aanHoit aenenueit (Kortiim 2011; Allou 2012; Fonseca 2012; Ellaway
2013; Perche 2013; Unique).

HmeroTcs nanHble, uyTo ecnu nenerus 14ql2 He 3atparusaer reH FOXGI unu npyrue
yuactku JIHK, perymupyromniue ero, pa3BuTie pedd MOKeT NPOXOAUTH HOPMAJIbHO
(Unique).

IToBenenune

Bce netu ¢ nenenueit 14q12 Becensle U XKU3HEPaTOCTHBIE. X ONMHUCHIBAIOT Kak
CYACTIIMBBIX, MHOTO CMEIOIINXCS IeTeH, HO TIPH 3TOM OHHU OYEHb IMYTIHBEL. B paHHeM
BO3pacTe TaKue AETH ObIBAIOT KallPU3HBI M MOTYT IUTAKaTh O€3 MPUYMHBI, HO 3TO
MIPOXOMT C BO3PACTOM.

ITo Mepe B3pOCIICHNS IETH CTAHOBSITCSI MEHEE OT3BIBYMBBIMH, OHHU C TPYAOM
TIOJI/IeP)KUBAIOT 3PUTENBHBIM KOHTAKT, YTO OUYEHb MTOX0)KE Ha MPOSBICHNE ayTu3Ma. Y
HEKOTOPBIX JeTeil HaOIroamich 1 Apyrue MpU3HAKH, OX0KHE Ha ayTH3M: AETH
3aJaMbIBAI PYKH, LIAPAIaINCh, HIUIAINCh, HEIPOM3BOJILHO ABUTAIN I'y0aMu U S3bIKOM,
MOCTOSTHHO OTKPBIBAJIM U 3aKPBIBAIIN IBEPH. Y OJJHOTO peOCHKA ¢ HEOOIbIINMH
HapymEeHUsIMUA ObUTH 00HAPYKEHBI TPYAHOCTHU IIpH obmieHnn. C IpyruM peGeHKOM
YJIaJI0Ch YCTaHOBUTD 3PUTEIbHBIN U TEJIECHBIH KOHTAKT BO BPEMs IIPOCITYLIMBaHHS
MY3BIKH.

Habnromarorcst u apyrue HapyIIeHUs: CKpekeT 3ydamu (OpyKCH3M), THIIEPAKTHBHOCTS,

cMmex u miay 6e3 Buanmbix npuunH (Papa 2008; Kortiim 2011; Allou 2012; Fonseca
2012; Ellaway 2013; Unique).

“ On BenmkosneneH. OH OCBEMAET KOMHATY CBOeH ynbIOKoi. Bee, 4To oH jenaet, s
Hac ocoberHoe. ” - deneyus 1412, 2 200a

“V Hee mMpoKas JyuezapHas yJbIOKa M 3apasuTelbHbIiA cMex. He BaskHO, 4TO
IPOUCXOUT BOKPYT, OHA — APKUH JIydHK CONHIA. » - deneyus 14q12, 8 nem

Con

Hapymenne cHa BcTpedaercst y MHOTHX feTel ¢ nenernuer 14q12. Bo3moxHO, 3TO
cBsi3aHHO ¢ noTepei rena FOXGI (cm. pasnen [enbi Ha ctp. 17). [To HOdam meTu 9acto
npockinatoTcs. Pe3yabTaTsl MCcliefOBaHUS CHA MOKA3aJIM Y HECKOJIbKUX JIETEH almHo3 BO
CHE — KPaTKOCPOUHYIO OCTaHOBKY JbixaHus. CyIECTBYET JBa TUIIAa allHOD BO CHE:
00CTpYKTHBHOE U IIeHTpasibHOe. OOCTPYKTHUBHOE allHO? BO3HHUKAET, KOT/1a B IIpoLecce
CHA MPOUCXOIUT YACTUIHOE WIIH MOJTHOE TTEPEKPBITHE IBIXaTEIBHBIX IIyTeH, B TO BpeMs
Kak LEHTPaJIbHOE alTHO? CBSI3aHO C HAPYUIEHUSAMH B IIECHTPAJIIbHOW HEPBHOW CUCTEMOM
(ITHC), B pe3ynbTaTe 4ero Mo3r He CIIOCOOCH KOHTPOJIMPOBATH IbIXaHUE BO BpeMs CHa.
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Ecnu npuunHOii 06CTPYKTHBHOTO aITHO? BO CHE SIBISIFOTCS YBEIMICHHBIC MUHIATHHBI
(ameHOMIBI), TO UX HEOOXOAUMO YAaIHTh. JIJIs BOCCTAHOBIICHUS IIMKIINYHOCTH CHa
npumensiercs MenatoHuH. C BO3pacToM HapylleHus CHa MOryT ociiabeBats (Florian
2011; Kortiim 2011; Torgyekes 2011; Ellaway 2013; Unique).

T'ennl

FOXG1

Boup (yaacrok) 14q12 maunnaercs ¢ 24 600 001 mapsr ocHOBaHHWI 1 3aKaHIMBACTCS Ha
33 300 000 mape. I'en FOXGI pacnonoxeH NpUMepHO NocepeauHe ydactka 14q12,
MexXy mapamu ocHoBaHui 28 767 071 u 28 770 276.

I'en FOXGI oTBeyaert 3a peryJsiuio pa3BUTHs (POHTAIBHON YaCTH MO3Ta B IEPHOIE
SMOpHOHATLHOTO pa3BUTHS U 10 3penoro Bo3pacra (Ellaway 2012; Kortim 2011;
Bisgaard 2006). Cuntaercs, uto yrpara rena FOXG1 siBiseTcs NpUUUHON MHOTUX
HEBPOJIOTUUECKHUX NposiBIeHU neneunn 14q12,

13 BKJIIOYast OTCYTCTBHE MO30JIMCTOTO Tena. Kimanaeckue

12 npusHaku ytpatsl reHa FOXG1 BbIACTAIOT B
OJHOUMMEHHBIN CUHAPOM. ITpyu faHHOM CUHApPOME MOXKET

1.2 OBITH OOHApY’KeHa YaCTUYHASI WU MTOJIHAsS TTIOTEPs T'eHa

114 FOXGI. CymecTByeT npeanoioKeHne, UTo y IeTel ¢

111 npusHakamu curapoma FOXG1 6e3 morepu camoro

1.2 TeHa, OTCYTCTBYIOT Y9aCTKH XPOMOCOMBI,
cocecTByIoIIME ¢ yyacTKoM 14q12 u oTBeuaroue 3a

12 PETYIALUIO JAHHOTO I'€Ha, YTO BEAET K CHIKCHHUIO €r0
skcrpeccun (Allou 2012; Ellaway 2013; Gabau 2013).

13 NKX2-1
Bang (yuacrok) 14q13 maunnaercs ¢ 33 300 001 maper
ocHoBaHu# U 3akaHuuBaeTcst Ha 37 800 000 nmape. ['en

2 NKX2-1 HaxoauTcst HOYTH B KOHLE yyacTka 14q13
MeXIy napamu ocHoBaHMH 36 516 396 u 36 520 224.

22 I'en NKX2-1 (TpaHCKpUIILIMOHHBIH (akTop-1
IIUTOBHUHOH JKeJIe3bI) CKOpee BCEro UTPAeT PoJib B

2 PETYJIAINH CTAHOBJICHHUS TPABUIHLHOTO

241 (hyHKIIMOHMPOBAHUS JIETKUX, & €TO OTCYTCTBHE

240 ACCOLMUPOBAHO C COUETAHNEM CHMITOMOB «MO3T-
JIeTKHe-IUTOBUAHAS JKeJe3a» Yy MoJiel ¢ aenennei

242 14q13. IMocneacTBus AMCHYHKIMU HITH OTCYTCTBHS
NKX2-1 xonebaroTcs 0T JIerkoi (OpMBI HAPYIICHUS

el (hYHKIHHK 10 TSHKETOW MHBAJIMIHOCTH U JaXKe

521 JeTagbHOro ncxoaa. Cunuraercs, YTO HAPYIICHNS B T€HE

532 SIBIISTIOTCSI TPUYIMHOM NMAaTOJOTHYECKUX JIBHKCHUN

393 (xopeoareTo3), TSHKEI0H JIErOYHOW HEJJOCTaTOYHOCTH

(HapymeHune paboOTHI KilaliaHa, TP KOTOPOM KPOBb

14-s1 xpomocoma BMECTO JIETKUX MTOCTYIAaeT 0OPaTHO B CEPALIC) U HU3KOTO
YpOBHSI TOPMOHOB IIMTOBHIHOM Jkee3bl (Santen 2012). Takxke cunTaercs, 4To OH
Ba)XKCH IS IIPOM3BOJICTBA JIETOYHOTO Cy(hpaKTaHTa, KOTOPHIH MMOKPHIBAET aJIbBEOIIBI
W3HYTPH U IPETATCTBYET CIUIAHNIO UX CTEHOK. PHCKY pa3BUTHS poOJIeM ¢ AbIXaHHEM
0COOEHHO TIOJIBEPKECHBI HOBOPOXKICHHEIE. TeM He MeHee, JTaHHBIE CHMITTOMBI
HabJromatoTCs He y Beex Aeredt ¢ aenenueit 14q13, BeposTHO, 3TO CBA3aHO C
pasMuusIMU B ypOBHE dKcnpeccuu reHa (Santen 2012).
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Honnepxkka u nuHpopmManms

U .

I'pynna noaaepixkku ceMeil ¢ peAKMMH XPOMOCOMHBIMH
OTKJIOHCHUSIMHU

The Stables, Station Road West, Oxted, Surrey RH8 9EE, United Kingdom

Ten: +44(0)1883 723356
info@rarechromo.org | www.rarechromo.org

[Tpucoeaunureck k coobiectBy Unique, 4ToObI OTy4aTh
JIOTIOJTHUTEIIBHYIO HH(OPMALINIO, HEOOXOIMMYIO IIOMOILb U KOHTAKTHbIE
JTAHHBIE CEMEH C MOX0Kel MpoodIeMoi.

Unique — 3T0 6JaroTBOpUTENbHAsI HErOCYAApCTBEHHAs opranu3anus. GuHaHcoBast
noAACPIKKa OCYIIECTBIIACTCA 3a CUET T'PAHTOB U l'[O)KCpTBOBaHI/IIL/‘l. BrI MmokeTe caciaThb
MOXEPTBOBAHME Ha HAIIeM O(UIIHATEHOM caiTe:

http://www.rarechromo.org/donate  [loxanyiicTa, TOMOTHTE HAM [TOMOYb Bam!

JlaHHas OpoImIopa He MOXKET 3aMEHUTH MPO(ECCHOHANBHYIO MEIUIITHCKYTO
KOHCYJIbTalHi0. CeMbsiM HEOOX0ANMO IIPOKOHCYIIETHPOBATHCS C
KBaIM(UIMPOBAHHBIMH Bpa4aMH [0 BCEM BOIPOCAM, CBSI3aHHBIM C TUATHOCTUKOW H
JieyeHHeM. | eHeTHkKa pa3BUBaETCs CTPEMHUTEIbHBIMH TEMIIAMH, X XOTSI HA MOMEHT
myOauKanuy nHdopManus B JaHHOH OpOLIIOpe SIBISETCS HOBOW M aKTyallbHOM, B
JANTbHEHIIIeM HEKOTOpbIe (haKThl MOT'YT U3MEHUTHCS. Unique ctapaercsi OTCIIe)KUBATh
BCE N3MEHEHHS HAYKH U 110 Mepe HE0OXOAMMOCTH IIepen3jaeT Opomtopsl. J1a
Opourropa Obl1a cocTaBieHa opranuzanueit Unique u peneH3upoBaHa gfokTopoM Carolyn
Ellaway, crapmum npenosiaBareneM Kadeapbl eanaTpuy 1 reHeTnkd CHIHeHCcKoTo
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