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Oeneuua 16p12.2

B kaxgoit xpomocome copepxatcs Thicaum reHoB. OHM MOXOXM Ha MHCTPYKL MW (Mnn
peLenTbl), CoAepXallme reHeTUYeckyto MHdopmalnio, KoTopasi onpeaensieT, Kak
opraHusm Gyaert pa3BuBaTbCs, PacTu U PYHKLMOHMPOBATb. XPOMOCOMbI 0ObIYHO
HacnegylTCs napamyu — Mo OAHOW OT KaXAoro U3 pogutenen.

Y10 Takoe XpoOMOCOMbI?

Y yenoseka 23 napbl XPOMOCOM, TO €CTb 46 OTAENbHBLIX XPOMOCOM.

[iBe 13 HUX — nonoBble, OHW ONpeaensoT Non Yyenoseka. XXeHckuii Habop XxpomMocom
BKMOYaeT [jBe X-XpOMOCOMbI, MYXCKOW — OfHY X-XPOMOCOMY 1 OfHy Y-XpPOMOCOMY .
OcTaBlunecs 44 xpomocombl 06pasyloT 22 napbl, KOTOpble NPOHYMepoBaHbl OT 1 4o
22 B COOTBETCTBMUM C UX ANUHOM (XxpomocoMa 1 — camas aAnvHHas). Kaxgas
XPOMOCOMa COCTOMT U3 KOPOTKOrO (p) nieya (CM. BEPXHSSt YacTb XPOMOCOMbI Ha
pVCYHKe Ha CTp.3) U ANVHHOrO (q) nneya (HWKHAS YacTb XPOMOCOMBbI).

XpomocoMHasa peneuus

CnepmaTosouna 1 silekneTka cogepkaT ofuHapHbin Habop xpomocoM. [Mpu ux
cnusiHum obpasyetcs KneTka - 3urota, KOTOpasi COAEPXKUT ABE KONUU Kaxaom
XPOMOCOMbI. JTa KrneTka co3gaeT MHOXECTBO COOCTBEHHbIX KOMWA (BKIKYas Bce
XPOMOCOMbI U FEHeTUYeCKuir matepuan), 4to cnocobctayeT POPMMPOBAHUIO
MHOIOYMCIEHHbIX KMETOK N0 MePe pocTa U pas3BUTUS OpraHM3ma 4YenoBeka.
MHorpa npu obpasoBaHuM SIRLLEKIETKU, clepMaTo3onaa, U Bo BPEMS CII0XHOMO
npouecca KOMMPOBAHUS U pennukauun, y4acTKu XPOMOCOM MOTyT PasgenuTcst Ha vactu
UNW pacnonioXUTbCA B HEXapaKTEpPHOM [ANs HUX nopsgke. Y niogen ¢ geneuven 16p12.2
OfiHa 3 KOnMWiA 16-1 XpOMOCOMbI He MOBPeXAEeHa, HO y BTOPOW KOMUM OTCYTCTBYET
y4yacToK KOpOTKOro nneya. MosaTomMy cumMTaeTcsi, YTo Haubonee BblpaXeHHbIe
OTKIMOHEHUS BbI3BaHbl HANMW4YMEM TONMbKO OAHOM KOMUM TeHa WNW psiga reHoB (BMECTO
06ObIYHbIX ABYX) M3 OTCYTCTBYIOLLErO y4acTKa. YYeHble NPOAOIKaT nsyyvatb
cneundmyeckue yHKLUM 3TOro y4acTka XpOMOCOMbI.

NCTOYHUKN U CCbUTKMU

MHdopMauus, npeactaBneHHasi B AaHHOM 6poLutope, YacTUYHO B3STa U3
onyb6nMKoBaHHbIX MeAMLIMHCKMX UCTOYHMKOB. WMs aBTopa 1 gata nybavkaumu
yKasaHbl s Toro, YTo6bl Bbl MOMIM O3HAKOMUTLCSA C @HHOTALMSMU UMK
opuryHanamm ctatbun B 6ase gaHHbix PubMed
(http://www.ncbi.nlm.nih.gov/pubmed/). Bbl Takxe MoXeTe 03HaKOMWTbCS CO
CTaTbsiMM, OMy6AMKOBaHHBIMKM Ha canTe Unigue. Kpome Toro, B 6poLuiope
MpeACTaBAEHbl JaHHbIe, MOJyYeHHble B pesysbTaTe Ompoca YneHoB Unigue. Ha
MOMEHT co3aaHus 6poutopbl (Hos6pb 2016 1.) B doHae Unigue 6bino
3aperucTpupoBaHo 6osiee 50 yenoBek € MUkpodeneumeit 16p12.2: kak Aet B
BO3pacTe OT ABYX JIET, Tak U HECKO/IbKO B3POC/bIX.


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

BaxkHO MOMHWTL, YTO APYrWe reHbl, OKPY)XXEHUE W YHUKamNbHble
YepTbl XapakTepa pebeHka Takxe ONpefensior ero passuTue,
NoTPeGHOCTM U LOCTUKEHMS.

__- Base pairs

Mogpo6Hee o 16p12.2
XpOMOCOMbI Henb3Aa yBNUAETb HEBOOPYXEHHbIM r11a3oMm, HO,

i‘& €CMU OHW OKpaLLEHb! W YBENnYeHbl MOA MUKPOCKOMOM, MOXHO
1 ' o 3aMeTUTh, YTO Kaxgas M3 HUX umeeT
rlapa OCHOBaHMN = bip (@ Gl XapaKTepHbI PUCYHOK U3 CBETMLIX W
base pair) . TEeMHbIX MonepeyHbIX nomnoc. Takum
1 000 nap ocHoaHuii= 1kb 06pa3oM MOXHO ornpeaenuTb, rae B
(kunobasa, K6) 1000 000 XPOMOCOMe Mpou3olLen paspbiB. Ecin Gbin

yTpa4yeH AOCTATOYHO KPYMHbIA Y4acTOK FeHeTMHEecKoro martepuana, TO ero BO3MOXHO
YBUAETb NOL MMKPOCKOMOM. TakoW y4acTOK XPOMOCOMbI HasbiBaeTcs Oerneuuen.

Ha gnarpamme CHu3y u3obpaxeHbl y4acTKu XpOMOCOMBbI, MPOHYMepOBaHHble OT MecTa
coeaVHeHNs ANWHHOMO 1 KOpoTKoro nneya. Mpu mukpogeneuun 16p12.2
XPOMOCOMa pa3pbiBaeTCs B ABYX MeCTax, Tepsisl XpOMOCOMHbII MaTepuan Mexay
yacTaMW. MHoraa pAeneuus HacTONMbKO Mana, YTo ee MOXHO BbISIBUTb TOMbKO C
MOMOLLIbI0 MOMEKYSAPHBIX TEXHOMOIMA, TAKUX KaK CPaBHUTENbHAs reHOMHas
rnbpuamnsaumsa Ha mukpodunax (array CGH). flaHHbin meTop nossonset
06HapyXuTb Menbyaviume nameHeHust uenodvek [HK B reHome yenoseka — gobasneHue
WNK OTCYTCTBME FEHETUYECKOro marepuana (Aynnvkauum u geneuumn) — a Takke
OMpeAenuTb, Kakue reHbl OTCYTCTBYHOT. [leneuus, kotopas HacTOnbko mana, 4To ee
MOXHO OMNpeaenuTb TOMbKO TakM METOLO0M, HasbiBaeTCA MUKpoAeneL me.
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KOpOTKOE Q/IMHHOE
16-5 xpomocoma [aHHble, NpeACTaB/eHHbIe Ha 3TOM AMarpamme,

OCHOBaHbI Ha 38-11 Bepcum cObOpkyM reHoMa YesioBeka
(hg38; noapobHee Ha cTp. 5).



Mpu geneuun otcytcTByeT npumepHo 520 nap
ocHoBaHun (520K6), Bkntoyas 7 M3BECTHBIX FEHOB.
Kak nokasaHo Ha gnarpamme Hwxe, JHK
OTCYTCTBYET Ha WHTEpBane nap OCHOBaHUI Mexay
21,9Mb wu 22,5Mb.

PaHee aTta peneuust 6bina u3BecTHa Kak
Mukpogeneuns 16p12.1, ogHako Mo Mepe W3yyeHus
nocrnegoBaTeNnbHOCTM XPOMOCOM Ha3BaHUs
Yy4acTKOB MOryT MeHsiITbCS YacTb yyacTka, paHee
obosHayaemoro 16p12.1, Tenepb BXOAUT B
y4yacTok 16p12.2.

Mukpopeneuna 16p11.2p12.2

Ha atom y4yacTke 16-0i XpOMOCOMbI BbISIBNEH
BTOPOW TUM Aerneunn — cuHapom Mukpoaeneumn 16p11.2p12.2, kotopebin
nokanusyeTcs Ha 6onee KpymHOM Yy4yacTke KOPOTKOrO mreva U Ha yyacTke 16p12.2,
1300paxeHHOro B Auarpamme Ha ctp. 3. OTOT Gonee KpynHbIN TN Aeneunn onvcaH B
Apyron 6powtope Unique: npokcumanbHasi geneuus 16p
(http://www.rarechromo.org/information/Chromosome %2016/16p%
20proximal%?20deletions%20FTNW.pdf).

Bpay — reHeTuk no pesynbTaTtam UCCnefoBaHns MOXET UHTEPNPeTUpPOBaTh
pesynbTarT, rae UMeHHO npousowen paspeid uenu OHK Bawero pebenka. B cnyvae
Mukpogeneuun 16p12.2 pesynbTaTbl FEHETUYECKOrO aHanm3a MoryT BbirnsgeTb
cneaywowmm o6 pasom:

arrhg38]16p12.2 (21,842,582-22,512,536)x1

arr AHanu3 6bin npoBegeH C NOMOLWbIO MeToga MaTpudHom (arr)
CPaBHUTENLHON reHOMHOM mbpuamsauum (CGH).
hg38 leHom yenoseka, Bepcusi cOopkn 38. 3TO KOHTpONbHas

nocnepoBatenbHocTs [HK, ¢ koTopolt conocTaBnsitoTCs HOMepa nap
ocHoBaHui B uccnegyemon JHK. Mo mMepe n3yyeHus reHoma
yenoBeka Bepcun OGHOBNAIOTCS, MO3TOMY HOMEpa nap OCHOBaHWiA
MOTFYT MEHHATBCS.

16p12.2 Jdeneuns npousowrna B 16-1 xpomocoMe Ha y4yacTke pl2.2

21,842,582-22,512,536
Mapbl ocHoBaHuii mexay 21,842,582 (okono 21,8 M6) n 22,512,536
(okono 22,5M6) otcyTtcTBytoT. ECnu BblMeCTb nepBoe 4ucno w3
BTOporo, nonyuutca 669,954 (0,67M6 wnu 670 «0).

x1 OTO KOMMYECTBO OTCYTCTBYIOLLMX Nap OCHOBAHWIA O3HAYaeT, YTo Ha
AaHHOM Yy4yacTke MMeeTCs TOMbKO OfHa KOMWs nap OCHOBaHMiA, BMECTO
MPUBLIYHBIX [ABYX — MO OAHOM Ha KaXayl XPOMOCOMY.


file:///C:/Users/Анастасия/Downloads/Telegram%20Desktop/(http:/www.rarechromo.org/information/Chromosome%2016/16p%25
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C6opku reHoma

B 2003 rogy 6bino 06bABNEHO O 3aBEPLIEHNM MEXAYHAPOAHOrO Hay4HO-
vccnenoBaTenbCkoro npoekta «FeHOM YenoBekay, Lenbk KOTOporo 6bino
KapTMpoBaHMWe MOMHOW MocnefoBaTenbHOCTH reHoma yernoseka. OAHaKO, MOCKOMbKY
ObINO NPOBESEHO CEKBEHWPOBAHWE M KAPTUPOBAHWE HE BCEX TEHOB, Y4eHble
NpoAoMmKaKT uccnefoBaHus Ao cux nop. C nosiBIIEHNEM HOBbIX [aHHLIX O FEHOMHOWA
nocnefoBaTenbHOCTH, HOMEpPa Nap OCHOBaHWI KaXZOW XPOMOCOMbI, a
criefoBaTenbHO reHOB, Aeneunn W Oynnukauui MOXeT MeHdTbCs. MHorga atw
V3MEHEHUS] HEe3Ha4YMTEMbHbI, HO GbiBaeT ¥ HaobopoT.

Kaxgyto HoBylo Bepcuio reHoma o6bl4HO HasbiBatoT «CcOopkoi». HoBble Bepcun
reHoma nyGnuKylTCsa Kaxnble Heckonbko neT. [eHeTuyeckas MHopmauus B 3TOM
Hpoltope ocHoBaHa Ha cbopke reHoma uenoBeka Ne 38 (GRCh38), npenctaBneHHoM
MEeXAYHapOAHbIM KOMMEKTMBOM aKkafemMU4eckux U McCnepoBaTenbCkuX WHCTUTYTOB
(Genome Reference Consortium) B 2014 rogy. OgHako B reHETMMECKMX OTYeTax
yacto OypyT BcTpevatbCsi faHHble o nocnepoBatenbHocT OHK npu npegbigy wmx
cbopkax hg19 wnu hg18, moatomy Homepa nap OCHOBAHWI WM FEHETUYECKMX
M3MEHEHUI MOryT OT/IMYATLCS.

Bbl moxeTe obpatutbcsA K ymeHam rpynnel Unique wnu K Bpady-reHeTuky 3a
MOMOLLb0 B paclunpoBKke pe3ynbTaToB FEHETUYECKOro aHanwmsa.

Bcerga nu mukpogeneuus 16p12.2 Beget K TPYAHOCTAM C

pa3BuTMEeM, 300pPOBLEM U OOyYeHMeM?
Her, He Bcerga. Mukpogeneuusi 16p12.2 MoxeT BbITb «CKpbITOWY (T.€. NpoTekaTb
©6eCccMMNTOMHO). Y HEKOTOPbIX POAUTENEN, AETU KOTOPLIX MMEKT MUKPOZEN eLnto
16p12.2, HabntopaeTca Takoe Xe reHeTUMEecKOe M3MEHEHME, HO OTCYTCTBYHT Kakue-
nun60 HeoObIYHbIE MPU3HAKW UMW HapyLUeHUs pasBuUTUs. Y ApYrux poautenei ¢ aeneyunen
HabnoaaTCs He3HaYMTENbHbIE TPYAHOCTM B OOYYEHWU WNK MCUXMYECKUE
paccTponcTBa. Hekotopble AeTu ¢ Mukpogeneuuen 16p12.2 Takke pasBumBalTCs
coBepLueHHo HopmanbHo (Girirajan 2010; Unique).
CreneHb MPOSIBNEHUSI TEHETUYECKWUX OTKITOHEHMI
BapbMPYETCH HE3HAYUTENbHOW A0 THKENOW. STM
reHeTUYeCKne OTKITOHEHNSI MOXOXM Ha MHAEKLMOHHbIE
3aboneBaHusi, KOTOpbIE TakXXe MOryT NpoTeKkaTh B
NErkom nnu Tsbkenom gopme.

Mo HeKOTOPbLIM AaHHLIM, Cpeaun AeTen ¢ ApKo
Bblpa)KeHHbIMW CMMATOMaMK geneuun, Yucro
Masib4YMKOB MPEBbLILLAET YNCIO OEBOYEK.
CoOTBETCTBEHHO, BbICOKA BEPOSITHOCTb TOMO, YTO
Jeneuus okasbiBaeT Oonbluee BMSHWE HA Marb4MKOB,
yem Ha geouek (Girirajan 2010).




YT1o Ham M3BECTHO?

CpaBHeHMe pasHbiXx crnyvaeB feneuwn 16p12.2 y geTel v B3pOCMbIX NOKa3biBAeT, YTO
HeKoTOpble ee NPosiBIIeHNst B LLlefoM cXoxu. B gaHHown 6polutope nogpo6Ho
paccka3biBaeTCH 0 TOM, YTO M3BECTHO 06 3Tux mpossrieHusx. CpaBHeHwe pesynbTata
MaTpu4yHOro aHanmmsa Bawero pebeHka ¢ pesynbTaTtamu, ONMUCaHHLIMU B
MeguumMHCKON nutepatype 1 Unique, nomoxeT cdopmmpoBaTh obLlee
npeacTaereHne o ToM, Yero xaaTe B byayuem. Mexay Bawmm pebeHkom u
NOAbMY CO CXOXMMWN pesynbTaTamy aHanusa Bce paBHO MOTYT BbITb pasnuuus, 1
MHorga AOBOSbHO 3HaYUTENbHbIE. BaxHO noHuMmaTh, YTo Baww pebeHok
WHOVBWAYamNeH, N He criedyeT HanpsiMyto CpaBHMBaTb pesyfibTaTt ero
XPOMOCOMHOro aHanusa ¢ Apyrumu. B KoHLe KOHLIOB, KaXablil YENOoBEK YHUKAMNEH.

Kak yacto aTto BcTpevaeTca?

MepBoe onucaHve yenoseka c geneuyunern 16p12.2 6wino onyonmkosaHo B 2007
rogy (Ballif 2007). C Tex nop B MeQULIMHCKON nuTepaType no Bcemy mupy 6bino
onucaHo 6onee 65 Takux Criyvaes.

BbINo NnogcynTaHo, YTO YacToTa BO3HUKHOBEHMSA MUKpogeneuun 16p12.2
cocTtasnset okono 1/15 000. OpgHako eaBa pasnuuuMble U pasHoobpasHble
0COBEHHOCTI 3TOM MUKpPOAENeuun MpUBOAAT K TOMY, YTO MHOTME Moau, CKopee BCero,
ocTarTcsa 6e3 yctaHoBneHHoro gnarHosa (Girirajan 2010).

OCHOBHbIe NPOSABMEHMUSA

CyuecTByeT 60nbLUOe pa3Hoobpa3sne KNMHUYECKUX NPOSBMNEHUA Y nioden ¢
peneuvein 16p12.2. TMockonbKy Kaxabli YenoBek c Mukpogeneuuen 16p12.2 yHukane,
y pasHblX nioaei MoryT HabnogatbCs pasHble OCOGEHHOCTU, CBSI3AaHHbLIE CO 3[OPOBLEM
1 pa3BuTMEM. Huy KOro He BCTpevaroTcs cpa3y BCE NPU3Haku, onMcaHHble B
AaHHol G6powtope. OgHaAKO MOXHO BbISIBUTb HEKOTOPbLIE 06LLMe YepThl:

3apepxka B pasBUTUU

TpyAHocTn B 0By4yeHun (cTeneHb HEOGXOAMMON MOMOLLUM 3aBUCUT OT
ocobeHHocTen pebeHka)

3agepxka pe4eBoro n A3bIKOBOrO Pa3BUTHA
MbiLwe4vHas BANOCTb (TMNOTOHMS)
ManeHbkuin pasmep ronosbl

3agepkka pocta

3aboneBaHna cepgua

KakoB nporHos?

lMoka elle Henb3s TOYHO YTBEPXAATb, OQHAKO Y 3OPOBbLIX NiOAEN, CKOpee BCEro, HeT MpUUnH
nepexmuBaTb 3a NPOAOIMKUTENBHOCTL XM3HU. OKONo YeTBepTu [eTen C geneunen u
3a[1ePKKON PasBUTUS UMW YMCTBEHHOW OTCTANOCTbI0 MMEIT AOMOMHUTENbHOE
XxpomocomHoe uameHeHue (CNV). lMoxoxe, 4TO 3TO M3MeHeHWe npuwBoguT K Honee
cepbesHbiM nposeneHuam (Girirajan 2010; Kirov 2013; Rees 2014).



BepemeHHOCTb U poabl

Bo MHOrux cnyyasx martepu, KOTopble BblHawuBanu pebeHka C MuKpogeneuwei
16p12.2, He vcnbiTbiBanM TpygHocTel. Popabl npoxogunu ©6e3 oCnoXHeHUn, a o
XPOMOCOMHOM OTKINOHEHUI y pebeHKa OHM y3HaBanu TONMbKO MOCNE €ro POXAEHWUS WU
nosaHee B getcTBe. Kak OTMevanocb paHee, KMMHMYECKMEe cumnToMbl deneuuu 16p12.2
O4YeHb pa3HOObpasHbl, M MHOTME MaTepu He WUCMbIThIBAKOT Npobnem BO Bpems
6epemeHHocTU. TeM He meHee, coobLianock Takxke U 06 OCNOXHEHUAX. Y ogHoro pebeHka
npu ynbTpasBykoBOM KccnefoBaHuu Obina obHapyxeHa XwakocTb B Mo3re. B gpyrom
crnyyae ypoeeHb anbda-petonporenHa (APM) B KpoBWM MaTepu B LOPOLOBOW NEPUO
oKasarics Bbllle HopMbl, X0Ts1 Y3W 6bino HopmaneHeiM. B nepuog 6epemeHHoCTH Y
Hee TakXe pa3BUNOCb KPOBOTEYEHME, Habntoganach H1U3Kkas NnoaBWKHOCTL U
3agepxka BHYTpMyTpoOHOro passutua nnoga. B ogHoM 13 cnyyaes, onMcaHHbIX B
MeAMUUVHCKOW nuTepaType, y nnoga 6bin AMarHocTMpoBaH CUHAPOM runonnasum
neBbix otaenos cepaua (MMM BpoxaeHHbIN AedekT cepaua, HapyLlarow i
HOpMarbHbI KPOBOTOK). B gpyrom cnydyae 6bina BbiiBNeHa eOVHCTBEHHas apTepus
nynosuHbl (EAM). Y ogHoit M3 matepeit Habnioganocb MHOroBoame (M30bITOYHbIN
o6bem okononnoaHbix BoA. MHOrOBOAME MOXET NpUBECTU K NPEXAEBPEMEHHbIM
podam u3-3a YpeamepHoro pactsxeHusi matku) (Girirajan 2010; Unique).

I'IepBble nposaBneHna U BO3pacCcT NMOCTaAaHOBKM AOuarHo3a

Y MHOrux getein nepBbiMU NpU3HakaMmm Mukpogeneunm 16p12.2 Obinv 3agepXkkn B
[OOCTWKEHWM OCHOBHBIX 3TamoB pPas3BWUTWS, B YAaCTHOCTW, YMEHUS CaaWTbCs, Mon3arthb,
XOOMTb W FOBOPUTbL, a Takke 3ajepxka pocTa. [pyrum guarHo3 Obin nocTaBreH
BCNeaCTBME BO3HWKHOBEHUSI TPYAHOCTEN npu 0Oy4eHWM U noBefeHYeckux npobnem.
[varHo3 moxeT ObiTb NOCTaBMEH Kak B MnageHyecTBe (B 6 mecsueB), Tak U BO
B3pOCIioM Bo3pacTe (0ObIMHO MPM AMArHOCTMPOBAHUM POAUTENSI NOCIE NOCTAHOBKM
aunarHosa ero pebeHky) (Girirajan 2010; Unique).

KopmneHnue u poct

MpubnuanTtenbHo y 40% 13 HUX
Habnoganach 3agepxkka pocta. [NokasaHus
Beca B 6OMbLUMHCTBE Cry4vaes,
3aperncTpmpoBaHHbIX Unique, Haxogunucb
B npegenax Hopmel (B cpegHem 3,18 kr).
MoxHO npegnonoXuTb, 4To y 6onbLUIMHCTBA
AeTen 3agepka pocta nposiBNsAeTcs
TONbKO Nocne poxaeHus.

OpHako aBoe 13 12 uneHos rpynnbl Unique
VMenu HU3KWA BeC Npu poxAeHun (meHee 2,6
Kr), HECMOTPS Ha TO, 4YTO pogunuchk B cpok. OpanH pebeHok poguncs paHblue cpoka
(meHee 37 Hepenb). Y gpyroro pebeHka ¢ mukpogeneunein 16p12.2 npn poxaeHum
Obinn Huskme Bec u pocT (Girirajan 2010; Rees 2014; Rai 2015; Unique).




Avana3oH Beca MnageHUeB NMpU POXAEHUU B CPOK UNn

I'IpV|611M3MTeJ1bHO B CPOK:
OT 2,04 kr oo 3,94 «r.

Y HekoTOpbIX fAeTed Obina OTMeYeHa Mukpouedanus (ManeHbskui pasmep ronosbl). [Mpu
3TOM y OBOVX AeTen ¢ MyKpouedanvel Habnoganoce HopmarneHoe usnyeckoe
passutue (Girirajan 2010).

Mocne poxaeHns MnageHubl ¢ MyuKpoaeneuven 16p12.2, kak npaBuno, pacTtyT
MeZNeHHEE CBOMX POBECHMKOB, HO MULLb Y HEKOTOPLIX [MarHoCTUPYIoT 3adepkKy B
(u3n4eckoM pasBuUTUW. Y TakuxX [JeTeil B TEYEHWE HEKOTOPOro nepuoda BpeMeHw
Habniogaetca Hepobop Beca u 3agepkka pocta (Unique).

MnageHubl MOTYT MCMbITbIBATL Npobnembl ¢ kopMneHuem. MoyTh y nonoBuHbI feTeit ¢
peneuveit 16p12.1 HabnogaeTcs rMNOTOHMS (HU3KUIA MBILIEYHBIA TOHYC), YTO MOXET
NpUBECTU K TPYAHOCTAM MPY COCaHWUM, FMOTaHUM UK ¢ 3axBaToM rpyau. MeiweyHas
BAMNOCTb TakKkKe MOXET HapywWTb (yHKUMIO nuweBoda ¥ cnocobcTBoBaTh
BO3HUKHOBEHWIO racTpoasodareansHoro peduritokca (Mpy KOTOPOM MW@ M3 xenynka
BO3BpalyaeTcss obpaTHO B muweBof). ATOW Npobnembl, Kak MpaBuno, MOXHO u3bexarb,
€CInv KOpMUTb pebeHKa MeaneHHO B NONYBEPTUKANbHOM MONOXEHWUU U MpK
Heo6X0AMMOCTM MpUNoAHWMATL W3roNoBbE KpoBaTW BO Bpemsi CHa. Ecnv aTux mep
HeJoCTaTOYHO, MOXXHO UCMONb30BaTh 3aryCTUTENM NULM U NeKapcTBa ANS CHWXEHUS
KUCNOTHOCTW Xenyaka. HeKOTOprM neTaM MOXeT NOMOYb (*)yHAOI'IJ'II/IKaLI,I/IFl —
Xupyprudeckas onepauusl, HanpaBneHHas Ha ynydweHue paboTbl KnanaHa Mexzy
XenyakoMm u nuwesogoM. o crnoBam HEKOTOPbIX POAWTENENR, OETU WUCMbITbIBALOT
TPYAHOCTU C KyCaHWeM U rNoTaHWeM MuWwmM 1 YacTo fasatcd. B ogHom cnyyae pebeHka
BPEMEHHO KOPMWMK Yepe3 racTpocTOMMYeckyto TpyOKy (cneunanbHbIi 30HA, MO
MLy HENOCPEACTBEHHO B XeNyaok). B apyrom cnyvae
MnageHUy YCTaHOBMIIM HasoracTpanbHbIA 30HG (rMbkas
TpyOKa, KOTOpylo BBOAST Yepe3 HOC BHM3 no nuwesopy). Y
opHoro pebeHka Obina AuarHOCTMpOBaHa Aucdarus
(3aTpyaHeHHoe unu GonesHenHoe rnotaHue) (Unique).

Y HeKOTOpbIX AeTeil Crny4yatoTcs 3anopbl. MsmeHeHve
pauuoHa MUTaHUS U MELUKAMEHTO3HOE JIeYeHue MoryT
nomMoYdb CrnpaBuUTbCHA € 3Tol Npobnemont (Unique).

“ B mnageH4ecTBe el GbIno TPYAHO rnoTaTh CMeCh, a
nosgHee OHa Yacto Aasunacb kaiwen. C Havanom
npukopMa Mbl CTanu AaBaTb el KPOLLEYHbIe NopL N
apyrux npogyktoB. OHa cMorna HayuYnTbCs XXeBaTb U
rnoTatb nuLy Tonbko 6nuxe k 3 rogam. Ham
NPUXOAUNOCH pes3aTb eli MUy Ha OYeHb MareHbKue
KYCOYKM, YTOObI OHA MOrfa Ux NPornoTUTb U He
nogaesutbes. Jloronesd, ¢ KOTOPbIM OHa 3aHMManach,
ckasan, YTO MPUYMHON SBMSETCH HU3KUIA MbILLEYHbIN
TOHYC YentcT. B gaHHbIi MOMEHT Mbl MpogomKaem
OaBaTb e/l MEIKO Hape3aHHYo MULLY, U OHa 00 CUX
nop Mosb3yeTcs Kpy»KKoW-Hernponueaikon”, — 3 roga




€ Celtuac, kora OH NOAPOC, OH CTan yXacHo npueepesmB. ECT TONbKO
HeKoTopble BUAbl NpoaykTos”, — 8 neT

“ PaHblue OHa MOCTOSIHHO AaBunach epoit. Ceitvac eit 10, OHa MO-NpexXHeMy He
NOBUT XOMOAHbIE MPOAYKTHI, HO yXKe ecT cama. EWi cnoxHo ectb puc. AnneTut y Hee
30POBbI, U €CT OHa Temepb HaMHOTO aKKypaTHee, YeM paHblie. Y [pKeinuH
AMArHOCTMPOBAH XPOHUYECKMI 3amop, HO ABa Kycouka MeHWYHoro xneba c
MOBLILIEHHBIM CO/IEPXAaHNEM KNeTYaTKu B AgHb pelwalor 3Ty npobnemy™, — 11 neT

% OH yacTo paBuncs enol, Koraa 6bin ManeHbKUM, 1 YacTo Habusan cebe MosHbili
pOT BMECTO TOro, 4tobbl OTKyCbiBaTb MO YyTb-4yTb. C BO3pacToM OH nepectan
[aBuTbcs. [lyMalo, 3T0 MOTOMY YTO OH CTan u3beraTb OMpefeneHHbIX MPOAYKTOB>, —
13 net

KpynHas mMoTopuka (yMeHus cupeTb, ABUraTbCsl, XOAMTb)

Y HekOoTOpbIX AeTeln HabnopaeTcst
3aep>xKa B pa3BuTu
[ABUraTesibHbIX HaBbIKOB, TO €CTb UM
TpebyeTcs 60/bLIe BPEMEHN, YTOOSI
Hay4UTbCa NepeBOpaYMBaThCs,
CaauTbCs, NON3aTh U XOAWUTb.

Mo MMeroWmUMCs Ha AaHHbIA MOMEHT
[laHHbIM, AETU C MUKpOAEneLmnen
16p12.2 HaumMHaKOT MepeBopaYnBaThCs
B Bo3pacTe 0T 4 o 11 mecsiueB (B
cpefHem B 7 MecsueB); cupeTb 6e3
noaaep>Xkn — B Bo3pacTe oT 5
MecsiueB Ao 1 roaa 3 mecsues (B
cpegHeM B 11 mecsueB); nonsaTb —
B BO3pacTte oT 9 Mecsaues Ao 2 net (B cpeaHeM B 1 roa n 2 mecsua), a XoauTb — B
Bo3pacte oT 1 roga 2 mecsueB Ao 2 neT 9 mecaueB (B cpeaHeM B 1 roa 8 mecsiueB).

OpHa M3 NpUUYMH TaKoM 3afep>KKM — MMNOTOHKS, KOTOpasl YaCTo BCTPEeYaeTcs y
JeTel ¢ Mukpoaeneunein 16p12.2. Mpu MNOTOHUKM PEBEHOK KAXKETCS BANbIM U
paccnabneHHbiM. OgHaKO 3TO COCTOSHWME MOXHO YNYYWMTb WM MOMHOCTBIO WUCMpaBWUTh C
NoMOLWblo dm3ndeckoit Tepanuu W ynpaxHeHui (Girirajan 2010; Unique). B To xe
BPEMS Y HEKOTOPbIX [eTell W B3pOC/bIX C MUKpOAeneunen 16p12.2 He BO3HWKanNo
3afiepxeK B pa3suTMM ABMraTenbHbiX HaBblkoB (D'Alessandro 2014; Unique).

Eif cno>xHO CnyckaTbCs MO NECTHMLIE, M AaXKe KOTAa HECKO/bKO CTyneHel u ecTb
nopyyHm, Tpebyetca noMowb. CuanT B MOJOXEHUM NSryLWwKun. [lBuraeTcs
HeyKJIloXe, MOCTOSIHHO yaapAsch O NpeaMeTsl. Bonblue Bcero MobuT TaHueBaTh
(KpyuTbcst) M neTb”, — 3 roaa



“OHa nobut BeraTb 3a GpaTbsamMu. Eil He
HpaBWTCA, KOrAa ee KayatT. Yacto
cnoTbikaeTcs”, — 3 roga

“OHa 6e3 Npo6neM XoaUT MO POBHBIM
MOBEPXHOCTAM U Aaxe xopolo beraeT. Ha
HEPOBHbIX NOBEPXHOCTAX OHa 3aMeANseTca 1
uyBCTBYET cebsl HeyBEpEeHHO, NoKa CHOBa He
obpeTeT paBHOBecHe. XOTs OHa AOCTAaTOYHO
Me/IeHHO NOZIHMMAETCA M OMyCKaeTcst Mo
NECTHULIE, OHA YMEET CaMOCTOSATE/bHO
Mo/b30BaThCs NOPYYHAMU. OHa HEHABMAMT
ATl 1 3CKanaTopsbl, HO COrnacuUTCs
noexaTb, /v B3siTb ee 3a pyky”, — 11 net

Y Hero oTCyTCTBYeT BOCTpUSITUE
NPOCTPaHCTBa M rNy6uHbl. OH NOAHMMAETCS U
CMyCKaeTcs Mo NeCTHULUE, AepXach 3a
NMopyyYHM 1 nepeHocst 06e Horm Ha
cneaytowyto ctyneHbky. Ceityac emy 13, 1 oH
HauuHaeT AenaTb Lar 3a LWaroM, HO TOJIbKO

Ha 3HaKOMbIX leCTHUUax. Mmeet I'IpOGJ'IEMbI ¢ 6anaHcoM. He nobut 3CKanaTtopbl 1
n3beraert ux. EMy He HpaBsTCH MapKK, U eMy KaXeTCs CNOXHbIM TO, YTO AenatoT

posecHukn™, — 13 net

HaBbIkM Menkon MOTOPUKM U yxon 3a cobow

Y peten ¢ Mukpoaeneumelt 16p12.2 MoxeT HabnofaTbCs 3aZiepxKa B pa3BUTMM
HaBbIKOB MEIKO MOTOPWKM, YeMY TaKXKe MOXET Cnoco6CTBOBaTL MMNOTOoHMS. Mpu
3TOM pebeHOK No3Ke HauMHAET TSHYTbCS U 3axBaTbiBaTb UIPYLLKY, AepXaTb B
pykax 6yTbinouKy v vawky. OHM NO3KE HAUMHAKOT CaMOCTOSITENBHO €CTb,
0/eBaTbCs (0CO6EHHO TSXENO AATCA MOSHUM U MYrOBULbI) U AepXaTb B pyKe
KapaHgaw unm pydky. CneuuanbHble CTONI0BbIE NPUMBOPBI U KPYXKK C 60 NbLIMMM
pyykamu, a TaKxe usMenbyeHHas efa ynpoLlatoT AN HUX 3Ty 3apady. [letaMm, y
KOTOPbIX BO3HMKAIOT C/IOXKHOCTM C TeM, YTO6bl MCMOSIb30BaTh NUCbMEHHbIE
NPWUHAANEXHOCTH, 3a4acCTylo MPOLLE OCBOUTL K/aBMaTypy WM CEHCOPHbIA 3KpaH

(Unique).

“PaHbLue el 6bINo CroXHO nepekragbiBaTb NpeaMeTbl U3 PYK B PyKW, HO Tenepb
BCE XOpOLLO. Ha4mHasa ¢ 6 mecqaueB OHa NpoxoanT U3NYECKYo Tepanuio,
aproTepanuio 1 Kypchl noroneaun’ , — 3 roaga

“Emy TpyHO AepxaTb B pyKe kapaHzall Uiy pyyKy, MoSTOMY yunTenb
npegnaraeT UCMONb30BaTb 3proHoOMUYeckuin aepxatenb. OH He MOXET Kak
crnenyert pesaTtb efly, NOSTOMY 4acTo ecT pykamu. HecMoTpsi Ha To, YTO eMy
CMNOXHO 3acTernBaTh MyroBuLibl M MOINTHUM Ha GOTUHKAX U ofexae, C Kaxabim

pa3oM y Hero noryyaetcs Bce nyuwe. OH aenaeT Gonbluve ycnexu™, — 8 net

% Celtuac oHa yxe MOXeT eCTb He NayKasiCh, HO Ha BCAKMIA Cryyalt Mbl BCE ellie
HafleBaeM Ha Hee caMopfenbHbI HarpyAHvK. [ucaTtb el No-npexHemy CIioXHO,
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HO Mbl paBoTaem Hap aTuM”, — 11 net

“HapyLeHns Menkoi MOTOPUKM, CBSI3aHHbIE C yepXaHNeM CTOMOBbIX MPUGOPOB,
KapaHgallen, HOXHWL, 1 Apyrux npeameToB. MNpegnoynTaer ectb pykamu. Y Hero
[AOBOIMbHO PaHO CTan NPOSIBNATLCS «CUHAPOM HEeYKroxero pebeHka» — oH
nblTancy ckrnagbiBaTb KUPNUYMKK, HO BMECTO 3TOr0 HEMPOM3BONIbHO Bpocan ux.
Emy crnoxHo cobupaTtb npocTenuve nasnel. JIomaeT Bewy, He paccynTbiBas
cBoto cuny. OH NponvBaeT HaMUTKM U eCT HeaKKypaTHO, a TakXe POHSIET BeLUy 13-
3a npobnem co 3puUTeNbHO-MOTOPHON KoopAuHauven. MNoabupaet menkue
npegMeThl, 3axumas ux mexay 60KOBOW CTOPOHOM, a He KOHYMKamy nanbLues. B

HauanbHoM Lkone eMy BbiNo CNoxHo 6pocaTh 1 NoBUTL Mau™, — 13 net
OcobeHHOCTM pa3BuUTUs TakKe MOryT NOBNUATL Ha nNpuyyeHue K Tyanety (Unique).

“Ham noHagobunuch rofbl, 4ToBbl HAYYUTb €70 HE MOUYUTBCS B TEYEHUE [HSI.
MPUMEPHO B NSATb JIET Y HErO MOMYYNIOCh OCBOWUTL 3TOT HaBbIK. Ho Aaxke nocne
MOCTYMNEHUS B NOATOTOBUTEMNbLHY!IO LLKOMY Y HEFO BCE ELle CIyyarnuch
HeMpPUSTHOCTW. Y HEro HOYHOW SHYpPe3, OH MOUMUTCS MOYTU Kaxkayto Houb. Celtuac
OH MPOXOAUT Tepanuio Mo NpodunakTke sHypesa’, — 8 net

“Ewmy 13 neT, y Hero Npobnembl C HeAEPXaHNEM MOUM, K BeYepy OHM
yCyrybnsioTCcsi, eCNv OH YCTaeT U KOHLEHTPUPYETCS Ha KakoM-nmbo 3aHATUm.
OH ByneT cuaeTb B MOKpPbIX LUTAHaX, He 0CO3HaBas 3Toro. Houbto
MouemcnyckaHne Toxe 6ecrnokouT ero, Ho Bce pexe’, — 13 net

Oby4yeHue

CnocobHocTu kK 06y4eHuto y nogen mukpoaeneumen 16p12.2 pasHelie. Mpobnem c
0by4yeHvnem He Habnoganoch y psaa noaen (Bkrodas nogen ¢ JOKTOPCKon
CTeneHbio), KOTOPbIM AMarHOCTUPOBanNu Aeneuuo nocne Toro, Kak y ux geten
BbISIBUNY TaKy0 k& 0COOEHHOCTb, a Takxe Y NalMeHTOB, NPOLUELLINX reHeTUYeCcKoe
uccnepoBaHue nopoka cepgua (Girirajan 2010; D’Alessandro 2014; Unique). Kpome
TOro, HapyLleHne obyyaemocTy He Bbino BbisSiBNEHO 1y psaa aeten. OgHako B
OPYruX cnyyasx cTeneHb HapyLLeHust 06y4aemMocTy BapbMpoBanach OT YMepeHHON
o Tsbkenon. B uccneposanunm 2014 roga 6110 obHapyXeHo, YTO NoAY C
aeneuven 16p12.2 nmetoT Gonee HM3KME NOKa3aTeENU MHTENIEKTYanbHOro
pa3BuTMSA MO CPaBHEHMIO C KOHTponbHoM rpynnon (Stefansson et al. Nature, 2014).
HekoTopble [eTu rMnepakTUBHbI, NIErkO OTBEKAKTCS UMK MIoXo
CcocpefoTaynBaTCAa Ha OQHOM MpegMeTe, YTO MOXET 3aTpyAHUTb NpoLecc
0byyeHus (cm. cekuuto «MoBeaeHne»). PebeHky ¢ HapyLueHnem oby4aeMocTy,
CKopee BCero, NoHagobuTbCS NMOMOLLb, KOTOPYHO MOXHO MOMYyYuTb B CNeymanbHbIX
wkonax (Unique)

“[ns ee Bo3pacTa y Hee BbICOKMI YPOBEHb 3HaHWIA 1 NokasaTenb 1Q. OHa 3HaeT
andasuT 1 pasnuyaeT 6ykebl. OHa 3HaeT undpbl 1 LBeta”, - 3 roga

““OH oTCcTaeT Mo pa3BUTUIO OT CBEPCTHUKOB. B 8 neT aTo cTaHoBKTCS BCe Gonee
3aMeTHbIM, 0cobeHHO B LwKkone. OH XxoauT B 06LLeobpasoBaTenbHyo LKoY,
O1HAKO eMy MOPEeKOMEHZOBanNM NepenTy B CrieumansHyio LWKOMY, No3ToMy B
[aHHbI MOMEHT Mbl pacCcMaTprBaeM 3Ty BO3MOXHOCTL”, - 8 neT
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“ Tpu ropa Hasan nocne AONTUX PaaayMui 1 0BCYXKAEHMA Mbl C My>eM peLinnm,
yTo el Byger nyudlwe Ha JomalHeM 0by4eHuW, Yem B rocyAapCTBEHHOW LuKone, B
KOTOpOW He MOryT y4yecTb ee ocobble noTpebHOoCTU. OTOo BbINo nyyllee, YTO Mbl
Mornv Ans Hee caenatb. En komgopTHO Ha nHavBMayansHoM oby4deHun. MNpu
3TOM Y Hee No-NpexHeMy eCTb BO3MOXHOCTb 06LaTbCs CO CBEPCTHUKAMU Kak BO
BHEYPOYHOE BpeMs, TaK W Ha ee NiobUMBIX eXEeHeAenbHbIX 3aHATUAX TaHuamu. Y Hee
oTnuyHas namstb. OHa YnMTaeT, HO C MOMOLUbIO: KTO-TO [OMKEH CNeawTb 3a
BbINONHEHMEM 3afaHus W 3a Tem, 4yToObl OHa YuTana cresa HanpaBo. Y Hee
npobrembl C BU3yanbHbIM BOCMPUATMEM, HO OHA OYEHb cTapaeTcs ObiTb
BHUMaTENbHOM U criywatb. Mbl ycepaHo yunMmcs yntatb oTAen bHble 6yKBbl 1
3Bykn. OHa ymeeT nucaTtb 1 pucoBatb, HO 06bIYHO BLICTPO yCTaeT OT 3TOro.
MoaToMy Mbl COMETaeM MUCbMO C WCMOMb30BaHWEM KOMMbIOTEPHOW KnaBmaTypbl. OHa
ymeeT pucoBaTb nuua’’, — 11 net

“ Y Hero ymepeHHble TpyaHOCTU B 06yyeHnn. OH BCe elle OTCTaeT OT CBOWX
TpUHaZLaTUNeTHUX CBEPCTHWKOB W MOCELIAeT LKOMY Ans AeTeil ¢ 0cobbiMu
obpasoBaTtenbHbiMU noTpebHocTaAMU. TpyaHee Bcero emy gaetcs u3KynbTypa,
OHa eMy He HpaBuTcs. Mpobnembl ¢ NamsaTblo U COCTaBIEHNEM
nocrneaoBaTenbHOCTH (Auckanbkynus). Xopowee 4yBCTBO tomopa, Hpasutca VKT, Ho
TPYAHO AAlOTCs TOYHblEe HAayku. HegaBHO nepellen B 6ornee NpoaBUHYTYHO Fpynny
Nno aHrfIMMCKoMy.

HpaBUTCS UCTOPUSI, HO MNMOXO OPUEHTUPYETCS BO BpeMeHn™

Peuyb u obueHue

OT0 ABNSETCH OQHUM W3 pPacnpoCTpPaHeHHbIX
nposineHnin gynnukaumm. OpHako
HeWn3BEeCTHO, COOTBETCTBYET N1 Takas
3aflepXka YPOBHIO Pa3BUTUS YMCTBEHHbIX
cnocobHocTel pebeHka (Girirajan 2010). OguH
pebeHoK He HayvMHan roBopuTb B BO3pacTe 6
neT, Opyrow Tak n He oBnagen peybio B
nogpocTkoBoM Bo3pacte (Girirajan 2010). Mpw
3TOM 6binM 3aperncTpupoBaHbl Criyyan, koraa
y Oeteli c geneuuven 16p12.2 Habnioganoch
HOpManbHOe pasBUTME peveBblX HABLIKOB.
[eTn, y koTopbix cuHopoMm Aeneuun 16p12.2
Obin obHapyxeH B xofe WccnenoBaHUA MOPOKOB
cepAaua, He UMenn HUKaKNX 3adepxek B
passutn peun (D'Alessadandro 2014).
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Mogob6HbIiA crnyyail HOpManbHOro PasBUTUS PeYn B paHHeM BospacTe Obin onucaH B
oT4yeTe o rogoBanom pebeHke ¢ mukpogeneumm (Rai 2015).

“OHa yunna s3bikoByto nporpammy MakaToH no aeTckum nepegadam. OHa 3HaeT
XECTbl U HEKOTOPbIE MPOCTbIE CIIOBA, HaMpUMep, «KyluaTby» . — 3 roga

““OHa roBOPUT 1 MOXET COOBLMTL, YTO eit HeoBxomumo. [0 Hayana WrpoBOi Tepanuu
B 18 mecsueB OHa He mMorna coobwatb O CBOMX MOTPeGHOCTSX, Moka He Havana
“cnonb30BaTh A3bIK XecToB”, — 3 roaa

““OH roBOpUT, HO y HEro 3aaepKkka PasBUTUS PEYM U CUNLHOE HapylleHue pasBUTUS
KOMMYHUKATWUBHbIX HaBblkoB. C rogamm ero pedb ctana fydlle, Ho eMy BCe elle
TPYOHO NPOM3HOCUTL HEKOTOPble CIIoBa M JOHOCUTb CBOIO MbICHb. OH yxe
roBOPUT MPeASIOKEHNIMIN, OAHAKO YacTo nyTaeT cnosa. OH 3abblBaeT HyXHble
cnosa. OH cryThbIBaeT NpeanoxeHns. HekoTopblie CroBa B €ro peyun no npexHemy
CIIOXHO MOHATb, NO3TOMY €My YaCTeHbKO NMPUXOAUTCH NOBTOPATLCH. Ham Toxe
HY>KHO 06LLATLCA C HUM OTAEeNbHbIMY hpasamu, 4ToObl OH MoHMMman. Hanpumep,
eCnv Mbl MPOCAM  €ro CAenaTh [1Be BELUW, OH MOXKET 3anyTaTbCs U He NOoHsATL, — 8
ner

“B 3 rofa Mbl Hauanu UCNorb30BaTh XKECTbI A4S HeKoTopbIX cuTyauun. B 10 net
el Bce eLle NPUXoanTbCS UCMONb30BaTh XECThbl U YNPOLLEHHbIE CNOBECHbIE
obo3HaveHust ans 6onbLioro konudecTea Bellen. OgHako cervac oHa MOXKET
NPOM3HOCUTbL MHOTME CrOBa AOCTATOYHO YETKO, YTODObI €€ MOHANM Apyrue Nau.
Koraa Hy»HO, OHa MOXeT cOoCTaBUTb (hpasy 13 ABYyX-Tpex cnos. B 3aBncrmoctun
OT TOro, Korga 1 0 YeM OHa roBOPWT, OHa CBA3bIBAET CMOBa B npeanoxeHus. VHoraa
OHa rOBOPWT CIIMLLKOM OLICTPO W MPUXOAWUTLCS MPOCUTL €€ MOBTOPUTb W FOBOPUTH
veaneHHee. KomnbtoTep v npunoxeHnus Ha iPad patoT e BO3MOXHOCTb MoKasaTb, YTO
OHa 3HaeT W Yero He 3HaeT. OHa yxe [aBHO yMeeT MoNb30BaTbCs KOMMbTEPOM,
MO3TOMY €M MPaKTUMECKM He HyXKHa MOMOLWb — OHa MPEKpPacHO ChpaBnseTcs

caMoCTOSITENbHO”
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“Ceitvac roBopuT npegnoxeHusmn. OH Hayan roBopuTb NO34HO U MI0XO0,
noaTomy s [MaTb] cama HanpaBuna ero Ha Noroneguyeckyto U s3bikoByt Tepanuto. A
He MOMHI0, KOra OH Hayanm roBOPUTb, HO Mbl 3aHMManuCb Tepanuen C HavanbHOM
LIKOMbI. Y HEro A0 CUX MOP CIOXHOCTU B ODLUEHUW W EMY HYXXHO Bpemsi, 4ToObl
nogymarb, W OH 3HaeT 6ornblie, YeM MOXKET OOBACHUTb/HAUTU HYXHble cnoea”,

— 13 net

““OH XxOpOLLIO M3naraeT CBOM MbICAW 1 NOBUT noGonTaTk. PacckasbiBaeT
ANWHHBLIE ucTopum (c nosTopamm)”, — 15 net

MoBeneHue

MHorve poauTenu OnuCLIBAlOT CBOWMX [eTel Kak mobsAwmx w cyactnmebix. B ogHoM 13
uccnenoBaHv NPMMEPHO Y NONOBWHBI AeTel 6binv npobnemsl ¢ NoBeaeHneM, B
YaCTHOCTU CHWXEHNe BHUMaHWUA (B ABYX UCCNEAOBAHWSAX) U arpecCMBHOE MoBefeHNne
(B Tpex uccneposanusix) (Girirajan, 2010). Moxoxue pesynbTaTbl ObIMU NOMYyYeHbl U
rpynnoit Unique. Y Heckomnbkux ntogel ¢ mukpopeneuunen 16p12.2 tawke Habnwopganucb
npusHakn ayTusma unu pacctpoictea aytuctuieckoro cnektpa (PAC). BeisBneHue
AMarHo3a aytuama MOXET MMETb NONOXMTENbHbIE CTOPOHbI, Tak Kak 3HaHWe O Hem
Mno3BONAET MOMb30BaTbCA Pa3NUYHLIMKU BUOAMKW MOMOWM ANs AeTeli ¢ ayTU3MOM,
nonyyartb cneyuanbHoe obyyeHue M NOBEOEHYECKYl0 Tepanuio Ans yA0BNEeTBOPEHUs
ocobbix notpebHocTel peberka ¢ aytmsmom (Girirajan 2010; Unique).

Momumo 3Toro, AeTn ¢ mukporeneuuei 16p12.2 6onee CKMOHHbI K CUHApPOMY AeduuuTa
BHAMaHMs ¥ runepaktueHocTn (COBI), Ans KOTOPOro XapakTepHbl CYEeTIMBOCTb U
HeycTon4MBoCTb BHUMaHus (Girirajan 2010; Unique).

B nogpocTKOBOM M B3pOCIIOM BO3pacTe HEKOTOpble Ngu C Mukpogeneumen 16p12.2
Honee nogBepXEHbl PUCKY PasBUTUS MCUXMYECKUX 3aboneBaHWiA, Takux Kak Aenpeccust
u wusopperuns (ltsara 2009; Girirajan 2010; Kirov 2014; Rees 2014). LUusoppenus —
3TO MCUXMYECKOE pacCTPOMCTBO, XapaKTepuaylolleecs LemnbiM CMEKTPOM Pa3nnyHbIX
MCUXOMNOTMYECKUX CUMNTOMOB, BKMIOYAIOWMX ranmiounHauuy (4enoBek CrbILUT Wnu
BWAWT TO, YEro He CyLLEeCTBYET Ha camMoM Aerne) n bpeaoBble COCTOSIHUS (YenoBek
BEPUT B BblAYMaHHbIE BELLM).

LLInsocpeHns neuutcs couetaHnem dapmakotepanuu (UCMoMb30BaHWE aHTUMCUXOTUYECKUX
npenapaTtoB) U ncuxotepanum (KOrHUTMBHO-MOBEAEHYECKas Tepanust).

“Ona niBUT MrpaTb CO CBOMMU CECTPaMM, PUCOBATh, TaHLeBaTb, neTb. OHa
COYMHSIET MecHU Ha BblgymaHHOM s3bike. OHa nobut cBot cobaky Mucdm. Owa
oueHb NoBsLLast, U PSJOM C Hell oueHb Xopoluo™, — 3 roga

“Ona npocto 6e3 yma OT nowagen: u urpyLieydHbix, U Hactosawmx. Korga ectb
BO3MOXHOCTb, Mbl OTBOANM [04b NokaTaTbCst BepxoM. OHa MoeT 1 TaHuyeT,
MHOr4a COYMHSET CBOM COOCTBEHHbIE NecHW. Eil HpaBATCS BMAeO C TaHLamu K
necHsamn. Ee MoxeT 3auHTepecoBaTb OAWH KOHKPETHbIA WCMOMHUTENb U OoHa byader
CMOTPEeTb TONMbko ero. Jltobut cmoTpeTb Buaeo ¢ nowagbmn. OHa npegnoynTaet
urpaTb B OAMHOYecTBe. VHorga MOXXeT mourpaTb U ¢ APYrUMU, HO BCE e
npegnoyntaeT ObiTb OAHA. Y HEe CriyvarTcs nepenanbl HAaCTPOEHNS, M KOrga oHa
paccTpoeHa, ee NoYTY HEBO3MOXHO YTEeLUUTb. bonbluylo 4acTb BpEMEHU Mbl NPOCTO
He MOXeM MoHsATb, B YeM geno. Ceiivyac oHa 3aHMMAETCs C MCUXOJI0roM
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(cneumnanucToM No noefeH4Yeckor Tepanum). CoBepLuaeT NoBTopsitoLLMecs
[eNCTBUS, HanpUMep, MOCTOSIHHO KpyTuTcs”, — 3 roaa

“Ona 3gopoBasi, kperkasi, nackosasi. Korga oHa peluaet, YTo Xo4eT caenatb YTo-
TO, OHa CTAHOBUTCS YNPsMON Kak 6apaH. OyeHb 3ab00TNUBbLIN N HEXHbIA pebEHOK.
OHa 4yyBCTBYET, KOraa Apyrve B nflOXOM HaCTPOEHUN UM HY>XOa0TCH B
nogaepxke. JTiobut urpatb ¢ 6paTbsiMu B NPUCTaBKY, JIEr0, CMOTPETb  TENEBU3OP.
Ona oTnnyHo cnpaBnsieTcs C KomnbloTepoM. C y[oBONbCTBMEM WrpaeT ¢ Mamon n
apyrumu YneHammn cembn. OHa Beget cebs pobKo B HE3HAKOMbIX CUTYaLUsX B
obuwecTBe. VHorga oHa MoXeT ObITb Ype3BblyaliHO LyMHoW. Korga e 4To-To He
paspeLualoT, oHa CTaHOBUTCH YNPSMON, MOXET KycaTb CBOU HOru1, paTb cebe
BOOChI, 063bIBaTbCSl, MOKa3blBaTb NanbLeM 1 nnesaTbca. CnpaBuUTbCA C TakUM
noBefEeHUEM BECbMa HEMPOCTO, HO, KaK TOMbKO C HEli MOroBopULlb M MOMOXELLb
pasobpaTtbcs B cuMTyauun, oHa AOBOMbHO NErko ycrnokaneBaeTcs. Toraa oHa cpasy
npusHaeT cBoto BuHy”, — 11 net

“Tuxo Bemer cebs B MpUCYTCTBAM APYIUX NiOLe, roka He ysHaeT Bac monyuwe. Ecnu
y BaC €CTb YyBCTBO lOMOpa, Bbl EMY NMOHPABUTECH, Y OH CMOXET Bac NOAAPa3HUTb.
Ecnu Bbl NnokaxxeTecb emMy HeocTaTo4HO 3abaBHbIM, OH ByAeT cunTaThb Bac
yrpromMbIM (HenpaBunbHas oueHka cutyauun). OH He OyaeT ToponuTbLCS U
paccKaxeT Bam 00 9TOM B CBOe BpeMs (13-32 TaKOro OTHOWIEHUS OH Obin OTCTpaHeH
OT 3aHaTUi B Lwkone). OH MoxeT ObiTb CambiM 3abaBHbIM U NHOGALLMM ManNeHbKUM
Manb4MKOM, HO TaKXe MOXET Nerko BnagaTb B FHEB, €CNW HEMPaBUITbHO
oLeHuBaeT cutyaumo’, — 13 net

““OH couvanuanpoBaH, Leap (1 HamBeH). Ho OH He MOXeT BCe Bpewms
KOHTPONMpOBaTh CBOM aMOLMU 1 opycTpaLumn, ocobeHHo korga oH yctan. OH
3HaeT O CBOMX OrpaHWYEHWsIX, UHTEPECYeTCsl, MOYEMY OH He TakoW, kak Bce, U Aaxe
crpawmBaeT neguatpa O BO3MOXHOM fledeHun. OH XoueT UMeTb Apy3en 1
XOPOLLYH «HOpMaribHY» AEBYLLKY (3TO cepbe3Hoe nepexuBaHue, koraa tebe 15
net). B Oyayuiem oH xoTten Obl ObiTb HE3ABUCHUMbIM (MPU COXPAHEHNN HEKOTOPOro
KOHTPONS) U XeHnTbea™, — 15 net

CoH
HapyLieHns cHa valle BCTpeyarTes y AeTen ¢ Mukpodeneuven 16p12.2, n
HEKOTOpbIE U3 HUX MPUHAMAlOT MenaToHMH Ans HopManwsauuw cHa (Girirajan 2010;
Unique).

“Y Hee HeOBbIYHbIN PEXUM CHa — OHa NBUT cnaTb aHem”, — 3 roga

“Efi Bcerga TPYAHO YCHYTb, W cUT GecrokoiiHo. OHa NMpUHMMaeT MenaToHuH, — 3
roga

“OHa ¢ TpyaoM 3ackinaeT u 6ecrokoiiHo cnuT. Ceityac oHa MbeT nekapcTaa,
MOCKOJbKY HOYbIO OHa CMUT MeHbLLIe 6 YacoB v NepecTana cnatb gHem”, — 3 roaa
“UT06bl OH CMOT YCHYTb, BCE [JOIMKHO BbITh Ha CBOUX MECTaX U BbIKIIOYEHO. OH

He miobuT (NpakTMyeckn Goutcs) cnatb. Ero 6yaaT wymbl, OH NEpPUOAMYECKN XOOUT
BO CHE WUNW faxe CafiuTCs Ha CBOEei KpoBaTu 1 pasroBapuBaeT unv 6opmoyeT BO
CHe. CnUT BMeCTe C ManeHbKUM MSITKAM MITHoLLEBbIM MULLKOn”, — 13 neT
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YepTbl nuua

eHeTukn, oby4YeHHble NnogMeyaTb HEOObIYHbIE YepThl, MOryT OOHapyXuTb Y AeTen
¢ 16p12.2 mukpogeneunen Takue YepTbl, Kak MIOCKOe NULO, ONYLUEHHbIE YrOnKW rna3 w
HeobbluHasa copma W pacnonoxeHve yweir. OgHaKo He CyLeCTBYEeT eauHbIX
3aKOHOMEpHOCTEN cpeaw niogen ¢ mukpoaeneumen (Girirajan, 2010; Unique).

Kuctu un crtonbl

AHOManuM KUCTen 1 CToN BCTpPeYaloTcs y OONbLUMHCTBA AETEN C MUKpoaeneLmen
16p12.2 v BkntoyaoT B cebs ANUHHBIE KOHMYECKWE Narblibl, ManeHbkue KUCTU C
KOPOTKMMU ManbLamu, NOnMuaakTUIMIo (Hanuyne OOMOMHUTENbHbIX NanbueB);
VCKPVBIEHHbIE MU3UHLbI (KITMHOOAKTUIMSA NATOro nanbLa); NiockocTonue,
HEe3HAUYUTENbHYI0 CUHOAKTUNMIO (ABa 1y 6onee nanbLEB PyK UM HOM cpacTakTCcs
BMECTE) 1 NepekpbiBaoLLme Apyr Apyra nanbubl Hor. B uenom, Mmogens ogHa —
pa3nunyHble He3Ha4uTenbHbIe aHomanui B obnactu kucten n cton (Girirajan, 2010;
Rees, 2014; Unique).

BepxHaA K APYTMM OpraHam

Mpobnembl co 3gopoBbEM e o
Cepaue S/
Mpobnembl ¢ cepauem Obinn \
OBHapyXeHbl Y HEKOTOPbIX foaen, U .ﬁ :’.nemwr«monwewm)

Hanuuve mukpogeneuun 16p12.2
MOXET SIBNATbCS hakKTOPOM pUCKa B
pa3suTUM 3abonesaHun cepgua. B _—
NpoBeAEHHOM UccrnenoBaHum y 7

yenoeek 13 21 Habngancsa

BPOXAEHHbIN NOpok cepgua. Y ABoux )
6bin o6HapyXeH CUHAPOM g
IEBOCTOPOHHEN TUMONSIa3un cepaua  Texmopiri
(neBble oTaensl cepaua

PasBuBatoTCsl HE MOSMTHOCTLIO U
MMEIT OYeHb MareHbkue pasmepsbl.
MockonbKy BocxoasLas YacTb
aopThl, HeCyLLEel KPOBb OT cepaLa
no BCEMy Teny, CMWLWKOM Yy3kas, nonagaHue Kpoeu B BOMbLUOW Kpyr KpoBooO palleHns
BO3MOXEH TONbKO MO apTepuarnbHOMYy MPOTOKY (KPOBEHOCHOMY COCYAY, KOTOPbIA
06bIYHO 3aKpbIBAETCS Yepe3 HECKOMbKO AHEN nocne poxaeHus). B gpyrom cnyvae
Habntopanock pas3BuUTUE [BYCTBOPYATOrO aopTanbHOTO KnanaHa (BPOXAeHHas maTonorus
aopTanbHOro KrnanaHa, KOTopblii UMEET TOSbKO [BE CTBOPKU, @ HE TPU, Kak 0BbIYHO).
AopTanbHeIil knanaH obecneynBaeT O4HOCTOPOHHEE ABWXEHME KpoBu. Mpu
ABYCTBOpYATOM KnanaHe ecTb puck obpaTHOro Toka Kposw). B aByx cnyyvasx
Habnoganca gedekT mexokenynoyvkoson neperopogku (AMXKI, Hannyve
OTBEPCTUSI B CTEHKE MEXAY Kenyaoukamu, kamepamu ceppua, Kavallymu KpoBb)
(Girirajan 2010; Unique). Bbin onucaH cnyvait passutus TeTpaabl Panno
(aHOManbHOE CyXeHue NEeroYyHoro CTBOMa, Yepes KOTOopbI KPOBb MOCTYMAET K
nerkum (CTeHo3 KnanaHa neroyHon aptepum), conpoBoxaatowmcs JMXKIT)
(D’Alessandro 2014). B gpyrom ciydyae y naumeHta Habniogancs CTeHO3 kianaHa

@
Nerounsie Bekbi
==

MuTpansHbif Knanan

Aopranshbiii
Knanas

T

HuKHAA Nonan seHa
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NIEroYHON apTepuu (Cy)xeHue OTBEPCTWS NIErOYHOTO KrarnaHa, BCNeACTBME KOTOPOro
cepauy Heobxoaumo paboTaTb MHTEHCMBHEE, YTO MpuBOAMT K ogbiwke) (Unique).
Kpome Toro, Tpu cnyyas mukpogeneuun 16pl2.2 obHapyxeHbl B KPYMHOM MCCNEOBaHMA,
HALeNIEHHOM Ha BbISIB/IEHNE TEHETUYECKMX M3MEHEHWI Y MALMEHTOB C BPOXAEHHBIMM
nopokamu cepaua (Geng 2014).

CyoopOXHbIN CUHOPOM

CornacHo AaHHbIM MeauLMHCKON nuTepatypel 1 Unique, y MHorux geTeli Habntogancs
CYAOPOXHbIA CUHOPOM W/UNN OTKINOHEHWS 9NEKTPUYECKON akTUBHOCTU B FONIOBHOM
MO3re Mo pesynbTaTam anekTpoaHuedanorpammel (330). MNpu 3ToM TN 1 CTeneHb
TSXKECTM NPUCTYMOB 3HaYMTENbLHO OTnnyatoTcs. Kak npaBuno, 4actoTy npucTynos
CYA0POXHOro CMHAPOMa KOHTPONMPYHOT NPOTUBO3MUIENTUYECKUMMN MpenapaTamu
(Girirajan 2010; Unique).

NM03BOHOYHUK
Bbino onucaHo Heckonmbkux cnyyaeB 3aboneBaHMii MO3BOHOYHWKA, BKIKYas CHUHAPOM
(PMKCUPOBAHHOIO CMMHHOrO Mo3ra (Koraa CrMHHOM MO3I NMPUKPENNEH K TKaHAM,
OKPY>KatoLLMM NO3BOHOYHMK) W CKOMNMO3 (MCKpMBREHMe no3BoHoYHMKa) (Girirajan 2010;
D'Alessandro 2014; Rai 2015; Unique).

3y06bl
B uenom y feTeit ¢ XpOMOCOMHBIMW OTKNOHeHUAMK Habnogaetcs Gonblue npobnem c
3y63MI/I, YeM y UX CBEPCTHMKOB, MNO3TOMY WM OYEHb BaXHO 4acCTo nocellaTb
ctomaronora (Unique).

AHOManumM nonoBbIX OopraHoBs
Y peten ¢ XpOMOCOMHBIMU OTKITOHEHWSIMW, B OCHOBHOM Y Manb4vKOB, 4acTo
Habno[alTCs HE3HAYUTENbHBIE OTKIMOHEHWS B Pa3BUTUM MOMOBbIX OPraHoB. K HuM
OTHOCATCS HEOMNyLeHWe fnYKa (KOTOPOE MOXHO MCMpaBUTb XWUPYPrudeckun), runocnagus
(Mpn KOTOpOM OTBEpCTME MOYeMCcryCcKaTeNbHOrO KaHana pacrnonaraeTtcsi He Ha KOHLe
MOMOBOro YrieHa, a C HWKHEN €ero CTOPOHbI), UCKPUBREHWE MONoBOro 4neHa (mpu
KOTOPOM TrOMOBKa MOMOBOrO YneHa M30THYTa BBEPX WKW OMyLLEeHa BHWU3) U YfeHo-
MOLLIOHOYHAsA runocnaaus (aHomanwus, npu KOTOPOW NOMOBOW YNeEH BbIMMSAAUT Tak,
OyOTO OH BbIXOAWT M3 MOLLOHKM, @ He npukpenneH k GptowHon ctexke) (Girirajan
2010; de Jong 2010; Unique).

3peHne
WHorpa Habnopgaetcs kocornmasue (ctpabuam). MMpu kocornasuu opuH unm oba rnasa
HanpaBneHbl K NepeHocuue, K BUCKaM Unu BBepX. YacTo kocornasue cxoasiieecs
(rnasa HanpaBneHbl Kk nepeHocuue). [ns ucnpaBneHust Kocornasusi, MHOTUM AEeTsiM
TpebyeTcs Xupypruyeckoe BMeWaTenbCTBO. TaKkKe OMMUCaHbl Chyyan acturmarusma.
Mpu acTurmaTMaMe poroBuua (MpospayHasi obonoyka nepes pPagykKon U 3padkom)
NpUHUMaeT aHoManbHO M3OrHyTYto dhopmy. B Takom cnyvae yenosek Bugut
npeLMeTbl Pa3MbITbiMK. MHOrga Mo3r MOXET KOMMEHCWPOBATb HEJOCTATKW 3pEHUs W
BOCMPOM3BOAWUTb YETKYH KapPTWUHKY, HO 3TO BO3MOXHO TONbKO Npu crnabon cTeneHu
acturmatmsma. B gpyrux crnyyasix HyXHbl O4KM. TakkKe OnMcaHO HECKOMbKO Cry4aes
AanbHO30pKOCTU, ONKU30PYKOCTM U OAMH Cryyaii ambnuonun (neHuBbin rnas). Mpu
ambanonuun B Cuy MHOTUX NMPUYMH MO3T OTAAET NpeanoyTeHne TObKO OAHOMY
rnasy v nepectaeT B TOM Xe Mepe BOCNpUMHUMaTb MH(OpPpMaLmio, MOCTyMNatoLWyo co
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BTOpOro. Takxe coobwanocs 06 ogHOM criyyae noTepu nepudepryeckoro
(6okoBoro) 3penus (Girirajan 2010; Unique).

Cnyx
B uenom cnyx y aetel octaetcs B npefenax HopMbl. Y MamneHbkux AeTell MoxXeT
HabnogaTbCA BpEMEHHas NoTeps Cryxa, BO3HMKAlOLas K3-3a CKOMIEHUs XWOKOCTW 3a
6apabaHHON nepenoHKOW (3KCCyaaTUBHLIA cpegHuid oTuT). C BO3pacToM 3TO MPOXOAMT.
Mpy TSKENbIX M XPOHUYECKWX COCTOSHUAX ANS yNydweHus cnyxa B 6apabaHHyto
nepenoHKy BBOAAT Tpy6Ky Ans BeHTUnsAuum cpegHero yxa (Unique). B meanumHckon
nuTepaType Takke onucaHo Tpu cnyvas notepu cnyxa (Girirajan 2010).

[pyrne npobrembl CoO 300pOBLEM
K npoyum npobrnemam co 300pOBbEM, KOTOpblE BCTpPEYanuCb OYeHb PEAKO W BO3MOXHO
He CBsi3aHbl C MUKpOZENeLmneld, OTHOCATCS: MOPOKM PasBUTUS MOYeK [runonnasus
noYkK, NogKoBoobOpasHas noyka (nodku cpactaotcs obpasys noakoBoobpasHyio
copmy) unu rugpoHedpo3 (3abonesaHue, npu KOTOPOM OAHA Unu obe MoYku
pacwupsitoTca (HabyxawT) u3-3a CKOMMeHUst M3OLITOYHOro KOmM4ecTBa Mouw)];
paclwenuHa Heba («Bonybsi MacTb», HesapalleHue msrkoro Heba; ABa cryvas);
KOCONnanocTb Unv BapycHas (0-obpasHasl) gecopmauusi Hor (gBa cnyyas);
KPaHWOCWHOCTO3 (PELKUA BPOXAEHHBIV NMOPOK, NMPY KOTOPOM A0 MW nocne
POXAEHUS MPONCXOQUT NpeXneBPEMEHHOe CpacTaHue YepenHblX NnacTuH, B
pesynbTaTe KOTOPOro uckaxaeTcs opma rofoBbl); MaxoBasi rpbixa (Mpy KOTOPOW
TKaHW KMLLIEYHMKa 0Opa3ytoT NpunyxnocTe UNu BbiNsyMBaHue B o6racTy naxa) u
areHe3us Tpaxeu (oTCyTcTBME AbixaTtensHoro ropna) (de Jong 2010; Girirajan 2010;
D’Alessandro 2014; Rai 2015; Unique).

JleyeHne npu mukpopeneumax 16p.12.2

MposiBneHns mukpoaeneuun 16p.12.2 cunbHO pa3nuyaloTcs, MO3TOMY NneveHve
NPOBOAMTCS B 3aBUCHMOCTW OT KOHKPETHOW BbISIBIIEHHOW npobnembl. [Ans gocTwkeHus
HamnyJllero pesynbTata HeobxoguMa paHHsis AWarHoCTUKa W CBOEBpPEMEHHas
koppekumsi. MoxeT notpeboBaTbCH KOHCYMNbTaLWUs BbICOKOKBANNPULMPOBAHHbIX
creuunanucToB, BKMKYas AeTckoro Aedektonora, AETCKOro HeBposora u
KITMHWYECKOro reHeTurKa.

HekoTopble reHbl B 16p12.2

BonblUMHCTBO Aeneuun n oynnukauuin NpoOUCXo4WT B pe3ynbTaTe HeannenbHom
rOMOIIOrMYHON pekombuHauum mexay kpynHeimu (Bonee 10 K6) u o4eHb NoXoxumu
nocrnegoBaTenbHOCTAMM, KOTOPble HA3biBAlOTCA CETMEHTApHbIMKU LynnuKauuaMu. Takmx
nocneposatenbHocTel JHK ocobeHHO MHOTO B HECKOMBKMX XPOMOCOMax, B
YacTHOCTM B 16- XpOMOCOMe 1 OCOBEHHO B €e KOPOTKOM nriede. OTO 3HaYUT, YTO
Ha JaHHOM yyacTke Aeneuvn n aynnukauum npoucxopar ropasfo yawe. O6bi4Ho
pasmep Mmukpogeneuun B 16p12.2 coctasnset 520K6 u BknioyaeT 7 reHoB: UQCRC2,
PDzZD9, Cl60rf52, VWA3A, EEF2K, POLR3E u CDR2. Mmetowuxcss Ha AaHHbIA
MOMEHT CBE[EHUIA HEAOCTaTOYHO, YTOOBI OOBACHMTL, MOYEMY HanuiMe BCEro MO OfHOM
KOMNWM 3TMX FEHOB NPMBOAMT K MOSBNEHNIO NPU3HaAKOB MuKkpodeneuun 16p12.2.
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[MoBpexaeHHble reHbl Npu cnHgpome aeneumn 16p12.2:

1
ok ~21 947K6
132 ot 0 T
EREY I
3 e [ UQCR2 (21.953-21.984 K6)
123 [N ..
12.2
121 PDZD9 (21.984-22.001 K6)
1.2 -,
A

::—, C160rf52 (22.008-22.0846 K6)
1.2

VWA3A (22.093-22.157 KG6)
121
12.2
13 EEF2K (22.206-22.289 KG6)
21 :
oy BPOLRSE (22.297-22.335 KG6)
22
223
%1 CDR2 (22.346-22.377 K6)
241 :
%43 ™90 338K6 " ~22.467KG

bbino nposefeHO Ccepbe3Hoe uccnefoBaHWe, HanpaBleHHOe Ha BbisiBNEHUE
reHeTUYEeCKMX M3MEHeHWI, obycnaBnuBaloWKNX BPOXAEHHbIE MOpokW cepgua. B
pesynbTate Obinu obHapyxeHbl Tpu criyyas 3abonesaHus ceppua Yy NaUMEHTOB C
peneuveit pasmepom 480K6, skniovatowein reHsl EEF2K n CDR2, koTtopble
npesnonoXuTensHoO MoryT obycnaenveaTh pUCK cepaeYHbix 3abonesanuii (Geng
2014). HeobxognMMo NOMHWTb, YTO BbIIBEHWE TEHOB, OTBETCTBEHHbLIX 3a KIMHWYECKWE
nposiBNeHns mukpogeneuunn 16p12.2, npeactaBnseT HayyHylo LIEHHOCTb W MOXeT
crnocobCTBOBATH AanbHENLeMy W3yYeHWI0 AaHHOW npobnembl, HO NPy 3TOM OHO He
rapaHTupyet 6bIiCTpoil pa3paboTkn HOBbIX METOAOB NeveHns. Bornee Toro, ecnu reH,
OTBETCTBEHHbIN 32 KMMHWYECKOE NPOsIBNEHNE MUKpOAerneLnm, OTCYyTCTBYET, 3TO He
BCeraa osHayaeT, uyTo O6yayT HabniopaTbCs Kakve-nubo npusHakyM oTknoHeHus. Kak
npaBunno, NposiBIIEHNE MPU3HAKOB OTKITOHEHUSI 3aBUCUT OT HEKOTOPbIX TEHETUYECKNX
(hakTOPOB W BO3LEMCTBUSA OKpYXaloLleh cpeppbl.

Mouemy y niogen ¢ mukpogeneuuMen AaHHOrO y4vyacTka XPOMOCOMbI
TaKk MHOFO pasnuuumn?

O,D,Ha M3 NPUYNH Taknx pa3r|w4m7| 3aKn4aeTCcA B TOM, YTO Y HEKOTOPbIX J'IPO,CI,eVI
KOnn4ecTBO HegoCTaWero XpoMoCoMHOro martepuana m Konm4ecTteso
OTCYTCTBYHOLLUX FeHOB BonbLue Yem y Apyrvux. TemM He MeHee, Y YNeHOB OfHON
CceMbu C MVIKpOJJ,eJ'IeLI,VIeVI OAWHAKOBOro pasmepa OTKNOHEHMA MOryT npoABnATbCA NO-
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pasHoMy. Ha AaHHbIA MOMEHT MpUYMHbI 3TOTO SBIIEHUS A0 KOHLA He W3y4eHbl, OfHaKo
BO3MOXHbIM OOBACHEHWEM CUMTAETCHA Tak HasbiBaeMasi «4ByXyAapHas MOOENbY.
OTa mMogenb NokasbiBaeT, YTO YeroBek ¢ Aeneuunen 16pl2.2 npegpacnonoxeH K
Pa3BUTUIO OMPEAENEeHHbIX TUMOB 3ab0neBaHW, CBA3AHHBLIX C HEBPONMOTMYECKUM Pa3BUTMEM.
B cBoto ovepeab, onpeneneHne OKOHYaTeNnbHOro KIUHUYECKOro pesyribTata
BO3MOXHO, €CIiv 3Ta AeneLus ConpoBOXaaeTcs Hanninem Apyrux BapvaHToB
reHoB (Girirajan 2010).

Oeneuns 16p12.2 y B3pocnbIx
B Unique 6binu onucaHbl B3pocnble 6€3 nposiBrieHWMAd Mukpogeneuun 16p12.2, kotopast
Obina BbISIBNIeHa TOMbKO MOCME TOro, Kak AuarHo3 Obin nocTtaBneH wx Aetam. Bbino
npoBefeHO uccnenoBanue 13 pogutenei. Ha HEKOTOPLIX W3 HAX MUKpOLEneuus He
noenusna. lMpu atom GbINO OTMEYEHO, YTO POAUTENMW C MUKpOZENeuuei valle UMenu
npobnembl ¢ obyyeHnem, yem B3pocnble 6e3 mukpopeneuun. Takke, B CPaBHEHUW C
poautensamu 0Ge3 JaHHOWM Oeneuun, OHW Yalle CTpajanu oT fenpeccuu, BunonsipHoro
paccTpoicTBa UNM CyfopoXHoro cuHgpoma (Girirajan 2010).

Hayka cuutaeT nonHoreHoMHbIE MCCIeaoBaHNsA OTHOCUTENbHO HOBbIM CNOCOGOM
BbISIBNEHUS TEHOB, OTBEYAlOWMX 3a MPOsIBNEHWE pasnuuyHbix 3abonesaHuit. C nomoLlbio
3TOr0 MeTofa CTano BO3MOXHO BbIMOMHATb MOWUCK ManeHbKWX Y4acTKOB reHoma
(MMKpoaeneuns), KoTopble Yalye BCTPEYaloTca Y Nogei ¢ onpeseneHHbIMU TUnamm
3aboneBaHuit Mo CpaBHEHWIO CO 340POBbIMM MioabMW. [laHHble uccnegoBaHMs
NpoBOAMMK ANS TOro, YToObl YCTAHOBUTH, OTBEYAIOT 1M FeHbl 3a pasBUTWE LUM3OGPEHUN
unu HeT. B ogHOM M3 Takmx uccrnenoBaHuin 6b1no BbisiBNEHO 13 Yenosek ¢
Lwmn3odppeHmren, y KoTopbix Habntogaetcs geneums 16p12.2. B uccnegoBaHun Takxke
yyacTBoBano 6 yenosek ¢ geneuuen 16p12.2 n3 koHTponbHOW rpynnbl (6€3
wusodpernn). MpoBedeHHbIe MCCMeLoBaHWUS Mokasanu, 4To
PO PedKux reHOMHbIX MepecTpoek, Takux Kak MUKpoAeneLuu
¥ MUKPOZYNMMKaL MK, YBEMWYMBAIOT PUCK Pa3BUTUS
WM3operHnn. BaxHO MOMHUTL, YTO MUKpoaeneuus 16pl2.2
ABMSAETCS BCETO MULLb OOHOW 13 MHOTOYUCIIEHHBIX MPUYNH
nosiBNeHns WwunsodpeHnn. Jpyrumn cnosamm, TONbKO OAHa
Mukpogeneuuns 16p12.2 He MOXET CMpoOBOLMPOBaTb
passutne wusodpeHunn (Girirajan 2010; Rees 2014).

Mepepaetca nu mukpopdeneumna 16p12.2 no

HacneacTBy B BalewW ceMbe?

Mukpogeneuus 16p12.2 MoxeT NPoOSBUTBLCA CMOHTAHHO, WKW
Xe nepegaTbCs MO HAacnegcTBy OT OTLA MU MaTepu.
OpHako, cornacHo npoBedeHHbIM UCCNEA0BaHMSAM, Yalle
BCEro JaHHOe OTKIOHEeHWe HacnenyeTcs OT O4HOro U3
pogutenen (Girirajan 2010). Ons Toro 4tobbl Y3HaTh
sBnseTca nu Mukpogeneuns 16p12.2 HacneacTBeHHOW,
HeobX0ANMO MPOBECTM aHamu3 Xpomocom oboux poguTene,
Aaxe eCnu OHW NOMHOCTbIO 3A0pOBbI. Ecnu y ogHoro w3
poauTeneii obHapyxunach Takas e MUKpoZeneuns Kak uy
pebeHka, TO MOXHO NPeAnonoXuTb, YTO OHa
HacnencTBeHHas.
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B Tom cnyyae, ecnu y poguTeneii He BbISIBIIEHbI XPOMOCOMHbIE OTKIOHEHMUS,
mukpogeneumns 16p12.2, no BCel BUAMMOCTU, BCTpPEYaeTcs B CeMbe Briepble. B
reHeTUKe Takue OTKITOHEHUS MPUHSATO 0603Ha4YaTb TepMmMHOM de novo (dn).
MpuumHon mukpoaeneumn 16p12.2 de novo SABNSIETCA reHeTUYeckuin cooun,
npousoLlleaWwuii Ha dTane obpa3oBaHuWa cnepmato3omaa Win SWLEKNETKM WK B Camble
nepBble AHW Nocne OnfnoaoTBOpPEHUsl. Poautenu AOMXHbl NOMHUTL, YTO B MOSIBNEHWU
Jeneuunn HeT VX BUHBI, 1 NPENOTBPaTUTb AAHHOE TEHETWYECKOe W3MeHeHune
HEBO3MOXXHO. Kak M3BECTHO, HW (haKTOpbl OKPYXaloLWeW Cpeabl, HW nUTaHue, HU obpas
KM3HU He SBNSIOTCA NPUYMHON NOSBNEHMS Mukpopeneumit 16p12.2. HeT Hukakux
OCHOBaHUW yTBEPXAaTb, 4TO Kakue-nubo [eiCcTBUS poguTENENd [0 UMM BO BPeEMS
6epeMeHHOCTU MOryT MPUBECTU K NOSIBNEHWUI0 Mukpogeneuuun. BuHoBaTbix HeT, a
NOTOMY HET HMKAKUX NMPUYMH OOBUHATL Ce0s1 B CNOXMBLLENCH CUTYaL N,

Ecnu y ogHoro uneHa cembu c geneumen 16p12.2 HabniogarTca
NVIb HeAIBHbIe MPU3HaKU Jdeneuuum, TO y APYruX YIEeHOB CeMbM

OTKIIOHEHUEe MNpPOSIBUTCA TaKuMM e obpaszom?

HeT, He obsa3aTenbHO. YneHbl o4HOM ceMbW CUIbHO OTnMYalTcA. Ham M3BecTHo, 4To
Jaxe €CNU Yy OfHOro YenoBeka W3MEHeHWe nposiensieTcs cnabo, TO y ApyruX, HaMpoTuB,
OHM MOTYT BblpaxaTbCsi B 6onee cepbesHom Buae. OnucaHO [OBOMbHO MHOMO Cryvaes,
korga pogutenu oBHapyXxunu Mukpogeneuuto y cebs Tonbko mocne Toro, Kak oHa bbina
BbiiBNeHa y ux aeten (Girirajan 2010; Pizzo, EJHG, 2016).

MoxeT nu ato I'IOBTOpVITbCFI?

Ecnu y oboux poputeneli HopmarbHbl€ XPOMOCOMbI, BEPOSITHOCTb TOTO, YTO
cnegyownn pebeHok poguTca ¢ Mukpogeneuunen 16p12.2 wnu ApyruM XPOMOCOMHbIM
OTKINOHeHMeM, BecbMa Mana. Bctpevatotrcs pepkue cnyyan (meHee yem 1%), korpa
aHanu3 KpoBW MOKasbiBaeT Hanuune y oboux poauTenell HopManbHbIX XPOMOCOM, HO
Nnpy 3TOM HECKOMNbKO ANLLEKNETOK MINN KITETOK CMEPMbl coaepXaT MUKPOAENEeLuo
16p12.2. eHETMKM Ha3bIBalOT [4aHHOE SBMIEHME MO3auULM3MOM KNETOK 3apogbllieBoi
nuHun. Takum obpa3om, Yy poauTenelt MOXeT poaMTbCA HECKONbKO AeTeit ¢ Aeneuuen,
HECMOTPS Ha TO, YTO aHanM3 KPOBW He BbISBUIN KaKUX-TMOO OTKITOHEHWIA.

B cembsix, roe mukpopeneuuns 16p12.2 6bina yHacnenoBaHa OT poauTens,
BEPOSATHOCTb POXAEHUSA eLle ogHOoro pebeHka (Kak Manbyumka, Tak v 4EBOYKK) C
TaKuM >xe OTKNoHeHeM Bo3pacTtaeT o0 50% ¢ kaxaon nocneaytowlen
6epemeHHoCTbl. OgHAKO TOYHO OMpPEeAEnUTb, Kakoe BINSIHNE MUKPOZEN el nst
OKaXET Ha pasBWTWUEe, 3040pOBbe W MoBefeHue pebeHka, HEBO3MOXHO.

Mpu nnaHupoBaHWM cnegytollenn GepeMeHHOCTW peKkoMeHayeMm obpaTuThes 3a
KOHCYNbTaUMeN B MELUKO-TEHETUYECKUIA LIEHTP.

21



Popsatca nu y moero pebeHka ¢ Mukpopeneuuen AetTv € NOJOOGHbIM
N3MeHeHueM?

Baw pebeHok ¢ mykpogeneumen MoxXeT NnaHnpoBaTe COBCTBEHHbLIX OETEW.
OCOBEHHOCTM AAHHOMO M3MEHEHMS elle HEJOCTaTOYHO M3yueHbl, YTOBbl genathb
BbIBOZbl O €r0 BAWSHAM Ha (PepTUNbHOCTb, OfHAKO, CKopee BCero, npobnem He
BO3HUKHET. Bo Bpemsi 6epeMeHHOCTW HOCWTENb [eneuu CTankuBaeTcsl C pUCKOM
nepenartb ee Mo HacreacTBy, NPM 3TOM BEPOSITHOCTb Takoro cobbiTusi cocTaBnsaeT
50%. B 10 e Bpemsi BepoATHOCTb, YTO pebeHok poauTcs 6e3 geneuum, Takxe
cocTaBnset 50%. BosamoxHOCTb poautenen yxaxmsatb 3a pebeHkoMm, ckopee
Bcero, Oyaet cBs3aHa ¢ ux cOOCTBEHHON CMOCOOHOCTBIO K 00YYeHMIo.

XoTs puck nepegadm mukpogeneumn getsam coctaenset 50%, BEpOATHOCTb
BNUSIHUS MUKpoaeneumn Ha pebeHka cocTaBnset meHee 50%, nockonbky OHa
NposIBNSAETCS MO-Pa3HOMY W He y BCeX ee HOCUTENEN.

CembM pacckasblBaloT...

“OHa He nepectaeT MeHsi yAMBMATb. A OYeHb FOPXKYCb €l 1 ee JOCTIKeHMsMU. OHa
YUUT MeHs CMOTPETb Ha MMP MOA pasHbiMM yrnamu. OHa [enaeT YTo-To He u3
KenaHWs NpeB30ITM JpyrvX, a ua miobBu K aTomy ferny. Ee aeicTsus ugyT ot
cepaua, U 3To He MOXeT He pafoBaTh .

““OH Hayuun MeHs MOMb30BATHCS KOMMbIOTEPOM. OH FOBOPUT, YTO MIOBUT MeHs (uaLle
nepes CHOM WK KOr4a B YeM-TO MPOBUHUNCS). OH 4acTo WyTUT 1 onncbIBaeT
HekoTopble cuTyauun 6yKBanmbHO, OT Yero MHe OblBaeT OveHb CMewHo. C HuM
VHTEpPECHO MNpOBOAWTL BPEMS (4O HeJaBHEro BpPEeMeHW OH Ben cebs uHade w
MOCTOSIHHO cugen B cBoel kKoMHaTte). OH C FOMOPOM OTHOCUTCS K 9TOMY Heayry: «
OOIMKEH 3anonyynTb 3anacHble XpoOMOCOMbl Apyrvx ntogei». Elie oH MoxeT ckasatb,
cmesick: «ECnn y MeHs HeT OfHOM XPOMOCOMBbI, §13KE MOTY B3ATb YblO-TO JIMLLHION

XPOMOCOMY 1 BbINeYMTbCA?» Bnarogaps emy st CTaHOBMIOCh Gornee OTKPLITOR .

“OH nogaepXxuBaeTt BO MHE XelnaHne paGOTaTb N NpoXuneaTb KaXabl OEHb;
6narouap9| eMy A Bcerga noMH 0 caMoM rnaBHOM; OH JapUT MHe noboBb 1

noaaepxky”.
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Tel: +44(0)1883 723356

info@rarechromo.org | www.rarechromo.org

MpucoeguHanTeckb Kk coobiectBy Unique, 4ToObI Mony4aTb AOMNOMHUTENBHYO
MHpopMaLLMi0, HEOOXOAMMYIO NMOMOLLL U KOHTaKTHbIE JaHHbIE CEME C MOXOXEN
npo6riemMon.

Unique — 3aTo GnaroTBOpUTENbHAas HErocyaapcTBEHHasi opraHusauus. OuHaHcoBas
noasepkka OCYLIeCTBNSIETCS WCKMIOYNTENBHO 3a CYET rpaHTOB W MOXEpTBOBaHMN. Bbl
MOXeTe cLenarb NoXepTBOBaHWE Ha Hallem cainte: www.rarechromo.org/donate
MoxanywncTa, noMornte HamMm Nomoyb Bam!

lpynna noppepxkn cemeil C PeakUMU XPOMOCOMHBIMW OTKMOHEHWAMMU
Homep B peecTpe GnaroTBOpUTEnbHbLIX OpraHusauuii: 1110661
Homep B peectpe komnaHui AHrnvm 1 Yanbca: 5460413

24


mailto:info@rarechromo.org
http://www.rarechromo.org/
http://www.rarechromo.org/

