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“ HaM HeBeposITHO HPaBUTCS MPOBOAMTL C Hel BpeMs. OHa CTO/IbKOMY Hac Hayuusa.
To, Kak OHa CMOTPUT Ha 3TOT MUP, AEUCTBUTENbHO BAOXHOBNSIET! EN He 3HAaKOMbI
4yBCTBa TPEBOIM U CTpaxa.

“B neTcTBe OH 6bial CaMblM MPEKPaCcHbIM U UCKPEHHUM pebeHkoM. HecMoTpst Ha Hannume
NPoB/iEM C YMCTBEHHbLIM Pa3BUTUEM, OH Oblsl HEBEPOSITHO MWSbIM. [lyMaeM, NpuUYnHON
3TOro CTafM HECNOCOBHOCTb BbIPaXaTb 3/10CTb M HEMOHMMaHWE 3TOW SMOLMK B LIEIOM.

Y Hero cyxoe 4yBCTBO OMOpPA, 1 OH NMO-CBOEMY BbIpaXKaeT Mto60Bb, HO S abCOMOTHO
HMYero He xoTena 6bl B HEM MOMeHsATb. Ero oTBara 1 My>ecTBo NopasuTesbHbI.

O6Hapy)xeHue

YT0 e 03HAYAeT Hannume y Koro-HubyAb U3 UNEHOB Ballei CEMbM MUKPOAYMIMKALMM
16p11.2? Y yenoBeka C MUKPOAYMN/MKALMEN eCTb MUKPOCKOMUYECKUI (DparMeHT
AOMNONHUTENBHOrO rEHETUYECKOro MaTepuana B Kaxaon knetke. B uenom ans
MpaBWUIbHOTO Pa3BUTMS HEOBXOAMMO OMnpeAeneHHOe KOAMYECTBO FEHETUYECKOro
MaTepuana — Hu 6onblue HM MeHbLe.

HekoTopble toan ¢ MUKpoaynamkaumen 16p11.2 MCNbITBIBAKOT TPYAHOCTU C PEYBIO U
0byyeHMeM; TaKxKe Hanuume 3Toi aHOMaNMM MOXET CKa3aTbCsi Ha 30POBbE, Pa3BUTUN U
MOBEAEHNN YenoBeka. Mpy 3TOM Ha HEKOTOPbIX JIOAEN AONONHUTENbHbINM FEHETUYECKMIA
MaTtepuarn, no BCeil BUAMMOCTY, HE NOBMAN HUKaK. Ha AaHHbIN MOMEHT CneumanmncTbl He
MOryT AaTb MUCYEPMbIBAOLWMIM OTBET Ha BOMPOC O NMPUYMHaXxX 3TOro heHoMeHa.
BeposiTHO, 3TO CBS3aHO C YHUKANbHbIM rEHETUYECKMM KOAOM KaXAoro YenoBeka.

YTo Takoe MMKpoAyrJIMKaLuus

13.3 —— 16pl11.2?
Mukpoaynnunkaumus 16pl1l.2 — 310
13.2 AybnmpoBaHMe reHeTMYeckoro Martepuana
1212 obnactu 11.2 Ha KOPOTKOM nneye (p) XPOMOCOMbI
1 16.
p-nneuyo }g;‘ XpOMOCOMb! 06pa3y+0Tvnapb|. Kak npasuno, ot
122 KaXaoro u3 poguTenen HacneayeTcs ogHa u3
12.1 XPOMOCOM B Kaoi nape. 44 n3 46 xpoMocom
1.2 06beaAnHAIOTCS B 22 Napbl, KaXxgas U3 KOTOPbIX
5 MapkupyeTcs oT 1 go 22. OctaBlumecs ase
11_'1 XPOMOCOMbI U3 46 Ha3bIBAOTCS NOOBbIE
1.1 XPOMOCOMBbI: OHM OMPEeAENsioT No. MyXCcKoi
Habop XpOMOCOM O6bIYHO COAepPXNUT OAHY X-
1.2 XpOMOCOMY M 0gHY Y-xpomocomy (XY), a
XEHCKMI — ABe X-XpoMocoMbl (XX).
::; XPOMOCOMBbI COCTOST M3 OYEHb ASIMHHBIX, MIOTHO
yNaKoBaHHbIX HUTEN
q-nne|o 43 JHK. MonoxeHue u ‘
21 pa3mep dparMeHToB : Base pairs
AHK, koTopble, Kak
221 6b1110 06HAPYKEHO,
202 aybnupytorcs,
223 NOACYUTBLIBAOTCS B
23.1 «napax OCHOBaHUI»,
> Mapbl 0OCHOBaHWUM
23.3 yacTo
24.1 N306paatoTcs B
243 BUAE «CTyneHek»

nectHnubl AHK, kak
xpomocoma 16 3 npencrasneHHom
n3o6paxxeHnu.




Bce nu noam ¢ Mmukpogynnukaumen 16pll.2 obnapgarot ogMHaKkoBbiM (pparMeHTOM
AOMOJIHUTENIbHOIr0 reHeTu4YecKoro Martepuana?

Hert. B pe3ynbTaTe MCCNEA0BaHMWIA BbISICHUIOCh, YTO Y KaXA0ro YenoBeka C TakMM AWMArHo3oM dparMeHThl B
16p11.2 pa3znuuatorcs. OaHU AyNaMKauuu SBASIOTCS YHUKANbHbIMU, B TO BpEMS Kak Apyrve BCTpeyaroTcs
HeOJHOKpaTHO. B HacTosilwee BpeMs CYLIECTBYIOT [Ba pa3/MyHbIX BapuaHTa MUKpogyniukauuu 16pll.2, kotopble
6binn BbISIBNEHbI Y 60/bLUMHCTBA NOAEN C AaHHBIM AWArHO30M.

Y MHOTUX NloAen ecTb AOMONMHUTENbHBIN FEHETUYECKMIA MaTepuan, cocToswmii u3 AHK, KkoTopasi, no oueHkaM
CNeLnanucToB, HaxoauTCs NMPUMEPHO MEXAy napaMu ocHoBaHwit oT 29 670 000 Ao 30 200 000 Ha KOPOTKOM MJieye
XpoMocoMmbl 16, MHdopMauns npeaocTaBnseTcs CorfacHo AaHHbIM, AOCTYMHbIM HA MOMEHT HanucaHus 3TOro
pyKoBoAacCTBa (reHOM YenoBeka, Bepcms cbopkm 19). MockonbKy 3HaHMS 0 NOCNeA0BaTENbHOCTU FeHOMa
yernoBeka MO-NMPEXHEMY OrpaHMYeHbl M NOCTOSIHHO OOHOBASIOTCS, KOOPAMHATHI Map OCHOBAHMN MEHSIOTCS C
TeyeHueM BpeMeHu. Mo gaHHbIM 2020 roga NonoXxeHue 3ToN Aynankaumm (reHoM Yenoseka, Bepcus coopku 19)
66110 Mexay napaMu ocHoBaHuit ot 29 606 852 no 30 199 855. 31oT dparmeHT AHK coaepxuT 27 M3BECTHbIX
FeHOB. MI3BECTHO, 3@ YTO OTBEYAKOT HEKOTOPLIE M3 HUX, HO UCCIeA0BaHMS MPOAOMKAOTCS. JtoAM MMEHHO C TaKoM
MUKpOAYNMKaLMEN Ha AaHHbIA MOMEHT U3BECTHbI KaK /Il0AM, UMEIoLMUEe CUHAPOM MUKPOAYJIMKaLUK
16p11.2. Y MHOrMX HaobopoT, HabMtofaeTcsi MPOTUBOMOMOXHBIA (PELMNPOKHBIA) CUHAPOM, W3BECTHBIA Kak
CMHAPOM MUKpogesreymy 16p11.2, npu KOTOPOM OnpeaeneHHbIn CErMEHT XPOMOCOMbI 16 He aybnupyeTcs, a
oTcyTcTBYeT. Ha caitte Unigue onybnnkoBaHO OTAeNbHOE WHGMOPMALMOHHOE PYKOBOACTBO MO MWUKPOAENELMSIM
16p11.2.

WNHorpa BbISIBASIOTCS MUKPOAYMAMKAUMM Apyron YacTu 16pl11.2 (cM. n3obpaxkeHne Huxe). 3Ta AynamKaums
Tenepb Ha3blBaeTCa AUCTaNIbHOW MUKpoayriMkaumein 16p11.2 (aucTanbHbil 03HauaeT «bmxe K KOHLY
XpoMocoMmbl»). B 2020 roay auctanbHas Mukpoaynnmkauust 16pil.2 pacnonaranacb MeXay napaMu OCHOBaHMIA
28 824 857 n 29 051 191 (reHom yenoBeka, Bepcus cbopku 19).

[ucTanbHas MUKpPO Ay rMKaLuus
16p11.2 (BP2-BP3) ~28,8 M6 -

~29,0 M6 (hgl9) (Takxe HaxoauTcs MWKP Oy NAMKALMOHHbIN 1 napa ocHoBaHuit = n.0.

B npepenax 6osiee KpynHom cuHppom 16p11.2 (BP4-BP5) 1000 map ocHosanmit = 1 K6
06nacTt MUKPOAYM/IMKALI MO HHO O 29,6 M6 - ~30,2 M6 (hg19) 1000 000 map ocHoBaHuii = 1 M6
cHgpoma 16pll.2-12.2) T T

S e 90,3 M

p-naeyo g-nne4o
XpoMmocoMma 16

OnpenennTb, €CTb M Yy BaC U/nnun y Ballero pebeHka «CMHAPOM MUKpoaynaMkaumm 16pl1.2», «auctanbHas
MuKpogynaukaums 16p11.2» unu gpyras aynaumkauus, MOXHO. YTobbl NonyunTb 3Ty WHGOPMaLMIO, 03HAKOMbTECh
C reHeTMYECKMM TeCTOM Ballero pebeHka, a Takxe obpaTuTech B Uniguevnn K CBOEMY reHeTUKY. XOTS Ha MOMEHT
HanWcaHWs NepBoM BEPCUW 3TOTO PYKOBOACTBA O AMCTasbHOM AynaMKauuu 6bl10 Mano YTo M3BECTHO, cenmyac
nosiBNseTcst Bce 6osblue A0CTYNHON MHdOPMaumMK, 1 Bce 6onbLIeMy YMCNy NIOAEN NPeaoCcTaBseTcs
pe3ynbTaT reHeTUYeCcKoro TecTa.

PacnonoxxeHune Mukpogynsvkauuum 16pl1l.2

3T0 pyKOBOACTBO B OCHOBHOM pacCMaTpUBAaET CMHAPOM MUKpoAynaMkaummn 16p11.2 (KoTopbin B
MeAULIMHCKOM NINTepaType Takxke yNnoMUMHaeTcs kak BP4-BP5, NoCcKOMbKY B XpOMOCOME UMEIOTCS 0blume
«TOYKM pa3pbiBa», rae 0bblYHO BO3HWMKAET Aynaukauus). Llenbio Unigue aBnseTcs npefoctaBfieHne, Koraa 1o
BO3MOXHO, AOMNOMHUTENBHON MH(OPMaUMK, cneumnduyHOM ANs AUCTanbHOW MUKpoAYnankaummn (aTy
AynnnKauuio nHoraa HasbeieatoT BP2-BP3). B 2020 roay B 6a3e aaHHbix DECIPHER, koTOpasi Mcnonb3yercs
KJIMHUYECKMM COOBLLECTBOM A1 0O6MeHa U CpaBHEHMS 0COBEHHOCTEN, CBSA3AHHbIX C Pa3/IMYHbIMMI
pe3ynbTaTaMy FrEHETUUYECKUX TECTOB, BbISI0 3aperncTprpoBaHo 6onee 50 YenoBek ¢ ANCTanbHOM
MUKpoayn/mkaumen 16p11.2 (6e3 gononHUTENbHOTO reHeTuyeckoro AuarHosa) (https://decipher.sanger.ac.uk/).
Monb3ysicb 3ToN MHGOPMaLMen, Ha 6-0i1 CTpaHuLie BblMM OTMEYEHbl COOTBETCTBYHOWUME (YHKLMM.


https://decipher.sanger.ac.uk/
https://decipher.sanger.ac.uk/

MNepenaerca nm B Balwen ceMbe MuUKpoaynnaukauusa 16pll.2 no HacneacTBy?
Mukpogynnamkaummu 16p11.2 MOryT BO3HMKHYTb KaK COBEPLUEHHO HEOXWAAHHO, TaK W nepeaasaTbCs MO HacneAcTsy
OT OAHOro U3 poauTenen. WccneposaHus 2010 roga nokasanu, Yto 6OMbLMHCTBO MUKPOAYNAMKALMIA Gbin
nonyyeHbl oT poauteneit (Fernandez 2010; Rosenfeld 2010; Niarchou 2019). YTo6bl onpeaennTb, SBASIETCSA U
MUKpoaynamkaums 16p11.2 HacneacTBeHHOM, HEO6X0AMMO NPOBECTM aHaIM3 XPOMOCOM 060MX poauTeneit,
AaXe eCn OHU MOMHOCTbIO 370poBbl. ECM y 0AHOrO M3 poanTeneit 0bHapy>Xunach Takas Xe MUKPOAYNMKauus,
KaK 1 y pebeHka, TO MOXXHO MpeanonoXxnTb, YTO pebeHoK ee yHacneaoBsarn.

B TOM cnyyae, ecnm y poauTeneit HeT Kakux-mbo OTKMOHEHW, MMKpogynimMkaums 16p11.2, no Bcer BMAMMOCTH,
SBNIIETCS NPUOOPETEHHON. B reHeTvke Takue OTKNOHEHUSI MPUHATO 0603HayaTb TEPMUHOM de novo (an).
MpuunHON MuUKpoaynmkaumm 16pl1.2 de novo sBnsieTca reHeTMYeckuin c6oil, KOTOPbIM MOT MPOM3OATM Ha 3Tane
00pa3oBaHMs cnepmaTo3onaa WM SMLEKNeTKM, Imbo B caMble nepBble AHW MOCNE OMNSIoL0TBOPEHMS.
MuKpoaynaMKauum — ecTecTBeHHoe sBfieHne. Hebonblime M3MeHeHMS XPOMOCOM MPOMCXOAST Y KaXaoro, HO
TOSIbKO MpW NOPaXXeHWUU BaXKHbIX FEHOB OHW OKa3blBAlOT BAUSIHWUE Ha 3[0pOBbe U pa3BuTue. Poautenu
[AOMKHbI MOMHUTb, YTO B NPOM3O0LLEALLIEM HET UX BUHbI, M NPefOTBPaTUTb 3TO HEBO3MOXHO. IMpUUNHON
MuUKpogynmkaumn 16pll.2 He MOXET CTaTb 3KOMOr1s, pauMoH MM 0bpas >u3HW. Ha ee nosieneHne He MoryT
NOBMMATb Kakue-nMbo AeNCTBUS poauTeneil A0 UM BO BpeMsi 6EPEMEHHOCTW, MO3TOMY O MOMCKE BUHOBATbIX MM O
UyBCTBE BMHbI HE MOXET BbiTb U peyu.

BO3MO>XHO /1M OTCYTCTBME OCJIOXKHEHMW CO 3A0pOBbeM, NoBeaeHueM, obyyeHuem u
peubro y noaen ¢ Mukpoaynaukauuein 16pl1.2?

[a, 370 BO3MOXHO. Mukpoaynnkaumm yyactka 16pl11.2 moryT 6biTb 6eccMMnTOMHBIMU. B ceMbe, rae ectb
AETU C MMKpoayn/mKkauven 16p11.2, moryT 6biTb U Apyre poACTBEHHMKM C TOYHO TaKOM Xe aHoManueil, Ho 6e3
KaKmx-Mb0o SpKO BbIPAKEHHbIX 0COBEHHOCTEN WM 3aaepkku pa3sutus (Fernandez 2010). MpusHaku Aynavkaumm
Y HEKOTOpbLIX N0 MOryT BblTb HACTOMbKO Mano3aMeTHbIMM, YTO Bbl MOXETE AaXe W He AOrafblBaTbCs 06 KX
CYLLECTBOBaHMMW. TpUUMHBI Pa3HOW CTENeHW BUSHUS FTEHETUYECKUX HapYLLUEHWU Ha pa3BUTHE, 340POBbLE U
noBeAeHMe YenoBeka M3y4eHbl He [0 KOHLA. HekoTopble OTKIOHEHUS MOryT ObiTb efBa 3aMeTHbIMK, B TO BPeMs
KaK ApyrMe — COBEPLIEHHO OYEeBMAHLIMW, U MUKPOAYNIMKALMM Ha yyacTke 16p11.2 He ABASIOTCS UCKOYeHWeM. B
[laHHOM CflyYae reHEeTUKM BeayT pedb O «BapuabenbHOM 3KCMPEeCCUBHOCTM», KOFAa CUMMTOMbI Y ItOAe C OfHOMN 1 TOM
Xe MyTauwuel MoryT pa3niMyaThbCs, U O KHEMOMHOW NEHETPAHTHOCTY», KOTla He BCE NIIOAM C 0OMHAKOBOW MyTaLuei
NMEIOT Kakne-nnmbo OTKIOHEHUSI.

HepaBHee uccnenoBaHme Mo N3YUYEHUIO KOTHUTUBHBIX, NPOMECCUMOHaNbHBIX M COoLManbHbIX CNOCOBHOCTEN
HOCUTENEN AyNaMKaumn cpean «LWnpokoit obliectBeHHocT» (Kendall 2019) nokasano, YTo 3HauMTENbHOE YMCIO
noaen ¢ CMHAPOMOM MUKpoaynavkaumy 16p11.2 MCNbITHIBAKOT €ABa 3aMETHbIE CIOXHOCTY C MONYYEHNEM
06pa3oBaHMs 1 3apabaTbiBaHWEM AEHEr BO B3POC/ON XM3HWU, HECMOTPS HA TO, YTO BU3YasSlbHO OTK/IOHEHMS HMKAK

He nposiBAsioTcs. oxoxue npobieMbl GbiM 0BHapYXeHbl Y IOAEN C AUCTaNbHON MUKpoaynaMkaumen 16pil.2,
HO B MeHee BbIpaXXEHHOW (hOpPME M Y MEHbLLIErO KONMYECTBA JIOAEN.

Ecnm oaguH 13 uneHOB ceMbMu C MUKpoayn/aiMkauuen 16pll.2 crpapaer nerkou
¢dopmoii 3aboneBaHun, 6yayT sim oCcTanbHble YIEHbl €ro CEeMbM TaKXe UMETb
JIerkyro creneHb 3aboneBaHus?

HeT, HeobszaTenbHO. [laxe cpeau YIeHOB OLHOM CEMbM, KOTOPbIE MMEKT MAEHTUYHYIO MUKPOAYNAMKALMIO,
CYLIECTBYET MHOXECTBO pa3fuuuidi. Hanpumep, ecnv y OLHOrO YeNoBeKa B CEMbe aHOManus NposiBNsieTcst cnabo,
TO Y APYroro OHa MOXET ObITb BblpaXxeHa bonee sipKko.

Mo)xeT Nnn 3T0 NPpOU30MTN CHOBa?

Ecnm y oboux poputeneit He bl 06HapYXXeHbl HapyLIeHUs B XPOMOCOMHOM Habope — ManoBeposiTHO, YTO B 3TOM
CEMbE POAMTCA ELLE OAWH PEBEHOK C MUKpoaynmKaumen 16p11.2. Cnyyaum, koraa B KNeTkax Kposu oba
POAMUTENS WMEKT HOpMalbHble XPOMOCOMbI, HO MUKPOAYMIMKALMIO COAEPXKAT HEKOTOPbIE M3 ANLEKNIETOK UK
CnepmMaTo30Mao0B, KpaliHe peakun (MeHee 1%). MoaobHble CyYan HasblBaKTC MO3aNLIM3MOM KIIETOK
3apoAblLUEBO/ JIMHUK: TakMe POAUTENM MOryT MMeTb 6oniee oaHOro pebeHka C MOLOBHOM AynaMKauuen.

B cembsix, rae Mukpogynimkauust 6bina yHacneqoBaHa OT OAHOMO M3 POAMTENEN, BEPOSATHOCTb POXAEHUS eLle
ofiHoro pebeHka ¢ Mukpoaynamkaumein 16p11.2 cocrapnsieT 50% BHe 3aBUCMMOCTU OT nosa. Takow NpoueHT
COXpaHsieTcs Npu Kaxkaon bepeMeHHoCTU. OfHAKO HEBO3MOXHO MpeackasaTb TOYHOE BAMSIHUE
MWKPOAYNIMKAUMN Ha pa3BUTUE, 340pOBbe 1 noBeaeHme pebeHka. Ecnm Bbl nnaHupyeTe NONOSIHEHUE B CEMbE,
06paTUTeCh 3@ KOHCYNbTaLUEN B BAMXKANLLIMI MEAMKO-TEHETUYECKMIA LIEHTP. KpoMe Toro, Unigue Takxe nybnukyer
PYKOBOACTBO «[naHupoBaHue Bawero 6yaywero pebenka» (Planning Your Next Child).



ByayTr nu y moero pe6beHka c Mukpoaynamkauuen 16pll.2 gertn c Takon xe
aHomanuen?

CraB B3poC/biM, Ball pebeHOK MOXET HayaTb MNaHMpoBaTb COBCTBEHHbIX AeTel. Ckopee BCero,
MUKPOAYNMKALMS HUKaK He NOBMMSIET Ha (hepTUNbHOCTb. Mpun Kaxaon 6epeMeHHOCTH Y KEHLWMHBI C
MUKpOAYNMKauMen TeopeTnyeckn ectb 50%-Hasi BEpOSTHOCTb ee nepeaaym u 50%-Has BEpOSTHOCTb
poxaeHuns pebeHka 6e3 MMKpoaynMKauuu.

Metoa cpaBHUTE/IbHOM FeHOMHOW rmbpuamsaumum Ha mukpouumnax (array CGH)
Jlabopatopusi, 0BHApYXMBLIAS CMHAPOM MUKPOAYMMKauuu 16pll.2, AenaeT CTaHAapTHYIO 3anucb, KOTopas
06bIYHO BbIFMAANT CIEAYOLMM 06Pa3oM:

arr(hg19) 16p11.2 (29674061_30235818)x3

arr AHanu3 npoBOAMNCS METOAOM CPaBHWUTENbHOW FEHOMHOW rMbpUAM3aLmMm
hg19 F'eHoM YenoBeka, Bepcust coopku 19. ITo KOHTposbHas mnocneaosatensHocTs AHK, ¢
KOTOPOM COMOCTaBAseTCSA NOCNeA0BATENbHOCTL Nap OCHOBaHWIA B MCCNeayeMOoM
AHK. Mo Mepe n3yyeHuns reHoMa YenoBeka NnosBAsAtoTCS HOBbIE Bepcun cOopKu,
Mo3TOMy HyMepauusi nap OCHOBAHUI MOXET MEHSATbLCS.
16p11.2 [lynvkaums npouMcxoguT B yyacTke pl1.2 xpomocombl 16
29674061_30235818  YyacTok MexAay napaMu OCHOBaHWiI1 29674061 1 30235818, npoTsSKEHHOCTb KOTOPOrO
OMpeaensioT, BbluMTas nepeoe uncio u3 BToporo. Monyyaem 561 757 (562 K6 mnnm
0,562 M6).
x3 YyacTok Mexay Bbllleobo3HauYeHHbIMM NapaMu OCHOBaHWI MPUCYTCTBYET B Tpex
KoOnusiX BMECTO [BYX, Kak 06blYHO.
Pe3ynbTaThl aHanm3a metogoM aCGH anst auctanbHoM Myukpoaynavkaumm 16p11.2 BbIrnaaaT noxoxuMm
06pasoM, HO MMEIOT [IpYyrMe KOOpAMHATLI Nap OCHOBAHMI, a NPOTSXKEHHOCTb [eNeLMM MeHblue, okoso 0,204
M6. Hanpumep: arr(hg19) 16p11.2 (28837450-29042118) x3

Kak yacTto BCTpeyaeTcss Mukpoaynankauuvsa 16pl1l.2?

CornacHo pgaHHbiM 2008 roga, Ha kaxable 10 000 yenoBek NPUXOAMTCS TpW Ciydas MUKPOAYNMKaumm 16pll.2.
BbiNo yCTaHOBNEHO, YTO PacrmpOCTPAaHEHHOCTb €€ Bhille Cpeau MLl C HapyLeHUSIMU PeYn UM NCUXUKK, a
MMEHHO YeTbipe Ciyyast Ha kaxable 10 000 yenosek (Weiss 2008). B pe3ynbTaTte 60nee COBpEMEHHbIX
MacLITabHbIX FrEHETUYECKMX UCCNEeAOBaHMI, OXBAaTMBLUMX COTHM ThiCSY YeNnoBekK (Bce cron HaceneHns) (UK
BioBank research: Crawford 2019 and Kendal 2019) 6binv nosny4yeHbl Takue e aaHHble, kak 1 B 2008 roay, a
UMEHHO NpNbAN3NTENbHO NO TpU CnyYas Ha Kaxable 10 000 yenosek.

Hanbonee xapaktepHble NposiB/ieHUSI CMHApPOMa MuKpoaynaukauuum 16pll.2

OHM BapbupytoT faxe B npeaenax ofHoM ceMb, HabnogaloTcs He Y BCEX U B KaXXAOM OTAENIbHOM Clly4dae
NpoAaAB/IAIOTCA B pa3H017| creneHn. K Hanbonee PacnpoCTpaHEHHbLIM NMPOABAEHUAM OTHOCATCA Crieayowne:

3ajep)Kka peYyeBoro 1 A3bIKOBOrO pa3BUTHUS.

TpyAHOCTV B 0ByYEHUWN UM MHTENNIEKTyalbHasi HEAOCTATOYHOCTb.

BO3MOXHbI O4EHb HE3HAUMTESIbHBIE M3MEHEHWS YEPT ML UK Urypbl.
HekoTopble npobnembl ¢ 06yyeHeM, ABUraTeNbHON MOTOPUKOW U KOOPAWHALNEN .,
TpyaHOCTU C KOOPANHALMEN ABUXEHWN

B HekoTOpol cTeneHn TpebyeTcs AONONHUTENbHAs MOMOLLbL NpY 0ByYeHUM.
MoBbileHHAs BEPOSITHOCTb TPYAHOIO NOBEAEHUS.

MoBbILWEHHAsA NPEAPACNONOXEHHOCTb K NCUXMYECKMM 3a60/1eBaHNAM, TakuM kak CABI (cuHapoMm
AeduUMTa BHUMAHMA U runepakTUBHOCTU) M PAC (paccTpoiCTBO ayTUCTUYECKOrO CMeKTpa).

B peaknx cnyvasix — BPOXAEHHbIE aHOMaIMK, KOTOPbIE MOrYT Bbi3BaTb NMPobsieMbl CO 340POBLEM.
Bo3MO)kHa CHMXEHHas Macca Tena.

Bo3MoxHa npeapacnonoXXeHHOCTb K 3MUAENTUYECKMM MPUCTyNaMm.
(Bedoyan 2010; Fernandez 2010; Jacquemont 2010; Rosenfeld 2010; Shinawi 2010)



B 60nbLIMHCTBE C/lyYaeB Npy AWCTanbHON Aynankaummn 16pl11.2, Kak v Npy CMHAPOME MUKPOAYNIMKaLMK
16p11.2, xapaKTepHbIMU YepTaMM ABNSIOTCA 3a4ePXKKa MCMXO-MOTOPHOIO 1 PEYEBOro pa3BuTUS, TPYAHOCTU B
0by4YeHnn nunm nHTennekTyanbHas HegoctatouHoctb, PAC, COB (cuHapom pedwumta BHUMaHWS). OfHAKo y
HEKOTOPbIX IETEN C ANCTANIbHON MUKPOAYNAMKaLMel Takxe bbina 0bHapyeHa 3aAepKKa pocTa UM HU3KUM
POCT, YTO, KaK NpaBumo, He Habnaanock y AeTen ¢ CMHAPOMOM MUKpoAynankaummn 16p11.2.

«Manb4mMku Ha
¢doTtorpacmm cnpasa
— CEMWNIETHUE
6nm3Heupl. Y
pebeHka cnpaBa —
AWCTanbHas
MUKPOAYMNKALMS
16p1l1.2, y ero
6n1mM3Hela, KOTopbIi
BbILLE POCTOM,
AaHHOW aHOManuu
HeT».

«Y ManbynKoB Ha oTorpadum CBepxy
avnctanbHasg Mukpoaynankaumnsa 16pll.2».

3apepXKa peyeBOro pasBUTUS
AHOManus O4YeHb YacTO COMPOBOXAAETCS 3aJEPXKKOM PEYEBOro pa3BUTMS U MOXET CTaTb MEPBbLIM MPU3HAKOM
3a1€PXKKN UHTENNEKTYaNbHOro pa3BmTusl. POAMTENN MOryT 3aMeTUTb, YTO X pebeHOoK He NleneyeT Uan He
MPOV3HOCUT C/I0Ba. 3a/lEpXKKa 0BbIYHO B PABHOMN CTEMEHW OKa3blBAET BIMSIHWE Ha peydb (3KCMPECCUBHbIN
A3blK), ¥ Ha NOHMMaHKe. Kak npaBuno, AETW, Haxoasawmecs nog HabnogeHneM cneunannucTos Unigue,
Ha4nMHanM BoBpeMs ynblbaTbCs, HO MPOM3HOCUIM CBOM MepBble YeHopa3aesbHble CloBa B nepmog € 16-u
MecsiueB A0 4-5 neT. B HEKOTOpPbIX Cly4Yasix 3TO NPOMCX0AMSIO eLle no3xe. Ho Bo BCex cny4yasix, N3BeCTHbIX
cneuvanucTam Unigue, eT HauMHanM roBopuTb, XOTS MHOTAA MCMOMb30Ban NeHNe, XKeCTbl, NpeaMeTbl Un
KapTUHKM, YTOBbl NOAYEPKHYTb 3HAYEHNE CNIOB, MOTOMY YTO UX pedb He Bceraa bbina pasbopunBoit (Fernandez
2010; Rosenfeld 2010; Shinawi 2010; Niarchou 2019, Unigue).

“B nBa MecsUa OHa ynblbanacb, HO B LIECTb MECALIEB ellie He neneTana, Kak 6onbluMHCTBO Manblwen. OT Hee
MOXHO ObIJ10 YCNbIWATh NMLWb FacHble 3Bykn. K 2,5 rogam oHa Morna npousHOCUTb HaMHOro 6onblLue
COrnacHbIX 3BYKOB. Koraa ee npocuin, OHa roBopuna «mama», «bavi-6au», «baba» (0T umeHu bapHu). Ha
CEroAHsWHWI AeHb OHA YMEET MPOU3HOCUTb HECKO/bKO OTAENbHbIX CIOB, UCMOMb3YS MPU 3TOM XECTbI,
MUMUKY U peyeBble 3BYKM, YTOObI TOYHEE MepeaaTh CMbIC/ CKa3aHHOro. Ha caMoM aene, y Hee HET 3aepxKi
B pa3BUTUM peLenTUBHON peun. OHa NoHMMaeT Bonblie, YeM MOXKET cKaszaTb. B UeThipe roga el TpyAHO AaeTcs
MPOU3HOCUTL 3BYKM, NMPU KOTOPbIX $3bIK MOAHUMAETCS K HEBY, HAaNpUMep «4a», «71a» u [pyrve.

“ Korga oH 6b111 ManeHbKNM, Ka3anocb, eMy 6bls1o MOHSATHO NPaKTUYECKM BCe CKa3aHHOE, HO OH He Mor
BbIPa3nTb CBOM MbIC/N B CBA3HOM peun. OH Haudan ynblbaTbCsl BOBPEMS!, HO 3amno3aas ¢ ieneTaHeM, U He
pasrosapuBan 4o 4-5 net. o Havany oH «BbITArMBan cnosa». OaMH U3 ero poACTBEHHNKOB BCMOMUHAET, UTO
nepes TeM, Kak MasibuMK pe3Ko NepecTasi roBOPUThL, €0 C/IOBaPHbIN 3anac coctasnsn 75-200 cno.. CeroaHs
MOJIOA0V YesIOBEK NMOHMMAET M YYaCTBYET B Pa3roBOPE, MCMOSb3Ysl CBOM LUMPOKMI aKTUBHbIN CIOBApPHbIN
3anac. OgHaKo ero coumnanbHasi KOMMyHMKaUMS HapyLWeHa: OH CK/IOHEH BTOPraTbCsl B IMYHOE NPOCTPAHCTBO
[ApYrux noaen, nHoraa BefeT cebsi HEBbIHOCMMO MPOMKO, @ TAKXXe 3aLUKIMBAETCS Ha Kakom -nnbo TeMe unm
Boripoce. K ToMy e, OH O4eHb BbICTPO pa3roBapyBaEeT, MO3TOMY €ro TpyAHo NoHsTb. Celtyac emy 22 roaa.



Yactb Manbilwien ¢ Mukpoaynamkauumen 16pll.2 poxpgaercs ¢ 0co6eHHOCTAMM
CTpOeHUs U (PYHKLUMOHANIbHBIMMU U3MEHEHUSIMU Tena
BonbWMHCTBO AeTel ¢ MuKkpoaynamkaumen 16p1l.2 poxpatotcs abcontoTHO 340poBbiMK. OcTanbHble Xe
POXAAIOTCA C OCOBEHHOCTAMU CTPOEHUS Tena UM € PYHKLUMOHANbHBIMW M3MEHEHMAMU, DTU OCOBEHHOCTU MOryT
OblTb KaK HE3HAUUTENBHBIMMU, TaK W CEpPbe3HbIMU. Bonblias YacTb BPOXKAEHHBIX OCODEHHOCTEH NpU HanMuMm
MUKpoaynamkaummn 16p11.2 Habnoganacb BCEro y HECKOMbKMX Masbilleit. He CylecTByeT onpeaeneHHoM
3aKOHOMEPHOCTM, MO3TOMY aHOManMmn Heobsi3aTeNbHO Bbi3BaHbl AyNMKaUMEN.

N3yueHbl BO3MOXHbIE M3MEHEHUS B CTPYKTYPE FOMOBHOMO MO3ra NtoAeit ¢ CMHAPOMOM MuKpoayniukauun 16p11.2
N BblSIBNIEHbI 3HAUYMMble U3MEHEHMS NO pe3ynbTataM MPT (MarHUTHO-pe30HaHCHas TomMorpadms). boina
obHapyxeHa CBA3b MEXAY HU3KUM KOapduumeHToM IQ M HanMumem CHUXEHHOro Konnyectsa 6enoro BelecTsa
rO/IOBHOrO MO3ra (BELLECTBO, Yepe3 KOTOPOe NepeaaloTCs CUrHanbl MeXay CTpYKTypaMmm MO3ra), UCTOHYEHNE
MO30/IMCTOro Tena (CnieTeHne HEPBHLIX BOMOKOH, COEAMHSIOLNX NEBOE U NMpaBoe NosyLapus rofioBHOro
Mo3ra) u (Unn) yBennyeHue pasmepa XeyAo4KoB (3amoHEHHbIX XMUAKOCTbIO NONOCTeN B LieHTpe Mo3ra) (Owen
2018).

YacTo HabnogaeMble «dyHKUMOHaNbHbIE» NpobneMbl Npu Aynamkauusx 16pll.2, cBsi3aHbl €
(byHKUMOHMPOBaAHMEM XXeny04HO-KMLLEYHOrO TpakTa, BK/Yas ey A0YHO-KULWEYHbIN pedrtokc, 3anop u
Anapeto. HekoTopble M3 Manbllwen ¢ MUKPOAYNMKaumeid 16p11.2 6biim poxaeHbl ¢ MOPOKOM cepaLa, HO TOYHbIN
[MarHo3 Bce elle He 6bin NoCcTaBeH.

Ha MOMEHT cocTaBNEHMS 3TOro PyKOBOACTBA OblI0 M3BECTHO, UTO [1Ba pebeHKa poaMIUCh C Ipbhkel, a ABoE -
C BONYbEN MACTbIO (pacliennHa BepxHero Heba, 06bl4HO Tpebyiolas XMpypruyeckoi Koppekumm).

Y psga nogei ¢ MuKpogynsMkaumen 16p11.2 6binm BbiSIBNEHbl BPOXAEHHbIE aHOMaMM MOYEMOSIOBON CUCTEMbI
(Sanna-Cherchi 2012; Westland 2015; Verbitsky 2015 & 2019). YnomsiHyTble aHOManun BKJlOYaoT B cebsi:
OTCYTCTBME OAHOM MM 0BEMX MoYeK (areHe3ust MoYek); ManeHbKMUe MOoYKKM (TUMomnasus noyek), KoTopble Takxe
MOryT MMETb NATONOMMYECKYIO TKaHb (rMMOMNIAaCTMYECKas noyeyHast AMCNIasns ); NoakoBoobpasHas nouka,
Koraa ABE, 0ObIYHO OTAENbHBIE MOYKM, COEAMHSIIOTCS BMECTE B HUXKHEN YacTu; KiiamnaH 3afHeN ypeTpsl,
AOMONHUTENbHAsA TKaHb B MOYENCNYCKATENbHOM KaHane, KoTopasi MOXET 6IOKMpPOBaTb BbITEKGHWE MOYM U3
MOYEBOrO Ny3bIps; ABOWNHON MOYETOYHUK; BE3UKOYpPETEPasIbHbIN ped/ltioKC, Koraa Mova TeYeT B 06paTHOM
HarnpaB/iEHUM — U3 MOYEBOO My3bIpsl B MOYKMU.

Heckonbko AeTeit poannnch C HeobbluHOM HOpMOiA TpyaHONM KNeTku (Bnanas rpyaHas knetka (pectus excavatum)
UM «KMneBuaHas rpyaHas knetka» (pectus carinatum)). Y HeEKOTOpbIX 6b11 NOpaXKeH NO3BOHOYHUK, HO Y
Ka)[10ro no-pasHoMy. B 6onee no3aHeEM BO3pacTe MOXET TAKXKE Pas3BUTLCS CKOMIMO3. Y psiaa HocuTenen
cuHApoMa aynnankaumm 16p11.2 ecTb cakpanbHas sMka (Hebonbluoe yriybneHne B HUXHEN YacTy CrinHbI
(Steinman 2016)). B psne cnyyaeB nioan ¢ aynamkaumen 16pll.2 Takxe cTpajaloT oT Tpemopa (HEMpPOU3BO/bHOE
COKpalleHMe Mbiwl, npusBoasee k Apoxin). (Bedoyan 2010; Fernandez 2010; Rosenfeld 2010; Shinawi 2010;
Schaaf; 2011; Steinman 2016, Unigue)

3aA€epPXKA TEeMNOB MOTOPHOrFO PA3BUTUSA
Mo-BnamMMoMy, 3aaepkka TEMNOB MOTOPHOro pa3BuUTUS pebeHKa ABMSETCS YacTbiM SIBfIEHWMEM, XOTS peako
BCTpeyvanacb cpean y4aCTHMKOB opraHusaumn Unigue BO BpeMsl HanmcaHus nepeoro pykosoacTtea. CeMbu
coobLuanu o0 ToOM, YTO UX AETW B LIENIOM HaunHamM CUAETb, NOM3aTh U X0AMTb NPUMEPHO B TOM BO3pacTe, B
KOTOPOM 3TO OXmAanocb. BeposTHO, M3-3a Toro, 4To B 60/IbHULI NONaaatoT aetu ¢ 6onee cepbesHbiMU
nposieneHmamMm 6onesHn, B paHHNX MeAMLMHCKUX MCTOYHUKAX onmncaHo 6onbLue CriyyaeB 3a4epXKn B
pa3BUTUN. Ha HaCTOSLLMIA MOMEHT BCe HabnoaaeMble AETU C MUKPOAYN/IMKALUMEN YCNELIHO Hauan X0auTb,
JULLb YyTb NO3AHEE, YEM 0BbIYHO Pa3BUBAIOLLNINCA PEBEHOK.
Y HeKOTOpbIX AeTeil HabnopaeTcs HU3KUIM MbILWEYHbIM TOHYC, M3-33 YErO OHM KAXYTCS BSbIMU; 3TO SIBNIEHME
Ha3bIBAETCS! MbILLEYHON MMIMOTOHUEN U SBMSIETCS OAHOWN U3 NMPUUMH 3aAePXKKN MOTOPHOIO pa3BUTHS.
MblleyHas FMNOTOHMUS TakXe CBA3aHa C TPYAHOCTAMM B pa3BMTUM NOBKOCTW. Kpome Toro, coobLianochb o
HeobbIYHON r’MBKOCTU (0CNabneHHbIX) CyCTaBOB, KOTOPbIM MOXET NOTPe6boBaTbCA AONONHUTENbHAS
noaaepxka.
HabniopaeMble opraHuzaumen Unigue [eTv HauMHaIM CaMOCTOSTENbHO XOAMTb B Bo3pacte oT 11 fo 18 mecsaues u
B36Mpanncb No NecTHMLUE B BO3pacTe OKOsIo ABYX NeT. Koraa AeTn TONbKO HauMHaIM XoAuTb, UX ABMXKEHUS
4acTo bblM HECKOOPAMHWUPOBAHHBIMU, U OHW NIErKO CNOTbIKAAMCh. [eTW C HU3KUM MbILLEYHbIM TOHYCOM 6bICTPO
yCTaBa/n, a ux Heobbl4YHas MaHepa XOAMTb MOrfla COXPaHMTbCS YXXe BO B3pOC/IOM Bo3pacTe. Ho B
JlaNbHENLLEM OHU MOJyYany ya0oBONbCTBUE OT LUMPOKOro CnekTpa dusnyeckux Harpysok (Fernandez 2010;
Rosenfeld 2010; Shinawi 2010; Unigue).



“ HaumHasi C BOCbMM MECSILIEB, OHA CUAENA MPAMO, HO HE MoN3ana [10 AeBATU MecsLeB. U ToNbKO 3a Heaenio
[10 CBOEro NepBoro AHs POXAEHUSI OHa Hayuuach nonsaTb. B 18 e MecsueB Hayana XoauTb 1 K 2,5 rogam
(13nYeckn MoYTM [OrHana CBOMX CBEpCTHMKOB. OHa Xopowo 6erana, HO BCE elle C TpyAoM Cryckanach no
nectHuue. Ceiyac, B YeTblpe roaa, OHa YBEPEHHO XOAWUT AaXe Ha AaNlbHUE pacCTOsiHUS, MIOBUT KadaTbCs,
NasnTb, KaTaTbCA Ha CaHKax, TaHLIEBaTb.

“ B peTcTBe Yy Hero bblfa Yepecyyp npsMasi ocaHka, HO BO B3pPOC/IOM BO3pacTe OHa CTasla HopMaslbHOM.
HW3KMI MbILIEYHBIN TOHYC COXPAHWUICS A0 CUX MOP, OH HUKOrAa He 6bi/T aKTUBHbIM M BCE ELLE HE XOUET 3TOrO.
Ha ynuue 3amMeTHa ero HeCKO/IbKO He0bblYHas «TomnatoLas» noxoaka, KOTOpYo He 3aMeyaelLlb B MOMELLEHUN.
B 22 roga oH HE MOXET KaTaTbCs Ha Benocuneae.

HepaeHue uccnegosanus (Cunningham 2019) nokasanu, 4to y BCex AeTei c gynivkauueit 16p11.2 Habnoganmch
TPYAHOCTW B PasBUTUW KPYyMHOW (M MENKON) MOTOPUKM.

MNoTpe6bHOCTL 0CO60M nMogaAepXXKU Npu obyuyeHumn
CyLllecTBYeT LWMPOKUIA CrEeKTp NoTpebHOCTEH B 0CO6OM MOMOLWM Npu 0byyeHWn. Kak npaBunio, YMCTBEHHbIE
CNOCOBHOCTY Pa3BMBAIOTCS HOPMANbHO WM C HEBOMbLLION 3aAePXKKON; B TeX Clyvasix, Koraa yposeHb IQ
n3mepsncs, OH Haxoauncs B npegenax 50-110 eamHuu. CpeaHuii nokasatenb ANs HAceneHus B LiesioM
coctasnsieT 100 eanHmy. OAHAKO 3TON OLEHKW, BEPOSITHO, HEAOCTaTOYHO A1 OXBaTa BCEW COBOKYMHOCTU
YMCTBEHHbIX CNOCOBHOCTEN, MOCKO/bKY TeCT Ha IQ ¢ 6onblueii BEPOSTHOCTLIO MOMOXET BbISIBUTb JllOAEN C
3a/lePXKKON Pa3BUTUSI, YeM JIlopei C MUKpoaynvMKkauven n 6e3 3aaepxku passutus. Mo HabmogeHnsM
opraHu3auuu Unigue, 60NbLIMHCTBO AETEN MOMYT HayUMTbCS YMTaTb, MUCATb U NONb30BaTLCS KOMMbIOTEPOM. B
HepaBHeM uccneaoBaHuu (Niarchou 2019) y 34% petel ¢ cuHapoMoM aynavkaumu 16pll.2 6bina
YyCTaHOB/MIEHA YMCTBEHHasl OTCTasloCTb.

HekoTopble AeTH, B 3aBUCMMOCTYM OT LIKOJIbl, CHauasia HauMHaloT YUMTbCS B HEBOMbLLOW Fpynne, HaxoasiCh B
06bIYHBIX YCNIOBUSAX, NOC/E Yero nepexoasT B 6onee 6r1aronpusTHYO ANs 3aBepLUeHUs 06pa30BaHNS yYebHyo
cpepy (Fernandez 2010; Rosenfeld 2010; Shinawi 2010; Unigue).

“Y Hee OT/IMYHAs NaMATb, @ €e YNPsIMCTBO M PELIMTENbHOCTb MOMOralT el yunTbes (YeTbipe roga).

“Y Hero ncktounTenbHasa naMaTb. OH NMULLET, YATAET ra3eTbl, MUHTEPHET -PECYPCbI, XYPHaNbl U CO3AAET
AeTanbHO npopaboTaHHble pucyHKM. OH Takxke O4YeHb XOpOLO pasbupaeTcs B KOMMbiOTepe. PaHblue nocne
LUKOSIbl OH MOCELLAn 3aHATUS MO XXU3HEHHbIM HaBblKaM, HO yLUes, NOTOMy YTo 6osnca AeNCTBMI Apyroro
yuyeHuka (22 roga).

MoBbilWeHHass BEpPOATHOCTb BO3SHUKHOBEHUSA NMCUXMUYECKOro pPacCTpomMcTBa
He3HaunTenbHas YacTb MOMOAbIX M0AeN C CMHAPOMOM MUKpoaynamkauuu 16p11.2 uenbiTeiBaloT npobnemsl ¢
HaCTPOEHWEM WNW NoBeAeHWeM. Yalle BCEro 37O BbIpaXaeTcs B rMNEPaKTUBHOCTU U CHUXKEHHOW KOHLEHTpauuu
BHMMaHusa (CAOBI). KpoMe 310r0, 6bis 0BHapyxeHbl W Apyrue TuMbl noBegeHYeckux npobneM. Korga
PYKOBOACTBO 6bI710 BriepBble HanucaHo, CABI 6bin BbiSBNEH Y 2 M3 7 A€TEN, y4aCTBOBABLLMX B MCCIEA0BaHNUM
Unigue. Y ogHOro Manbuvka M3 rpynnbl, COCTOALIEHA M3 15 yenoBek, ObifI0 TPEBOXHOE pPACcCTPOMCTBO, KOTOPOE
XOpOWO MNOAAaBaN0Ch MEAMKAMEHTO3HOMY NeyeHuto. B ApyroM e nccneaoBaHuK y YeTbipex nogpocTKos (U3
rpynnbl, coctosier u3 10 yenoBek) Habnoaanmcb Benbiwky arpeccun (Weiss 2008, Fernandez 2010;
Rosenfeld 2010; Shinawi 2010; Unigue).

HoBeliwee mMaclTabHoe nccnefoBaHNe OTKIOHEHNI MCUXUYECKOrO 3[10pOBbSl, CBS3@aHHbIX C CUHAPOMOM
aynnukaummn 16p11.2, nokasano, yto 63% AeTen, CTpafalolWMX AOMNONHWUTENBHOM KOMWEN 3TOW YacTy XPOMOCOMbI
16p11.2, UMEIOT MO KpalHel Mepe OAHO PpacCTPOMCTBO, CBSA3AaHHOE C NMCUXNMYECKMM 3[0POBbEM (HanpuMep,
PAC, CABI, OKP (06ceccMBHO-KOMMYNbCMBHOE PacCTPOMCTBO) MM TPEBOXHOE PacCTPOMCTBO). ITO NOATBEPXKAAET
Ba)XHOCTb M HEOBXOAMMOCTb Pacno3HaBaHMs M AWArHOCTUKM Ha paHHWX CTaausix pa3eutus 6onesHeit (Niarchou
2019). To xe uccneaoBaHMe Mokasano, yYTo y 42% aeTel, UMEILMX MUKPOAYNaMKauuio, Bbin AUArHoCTUPOBaH
CABI' (Cungpom gedmunTa BHUMaHMSA U rTMNepPaKkTUBHOCTH).



“ Korpa el 6bi10 2,5 roga, oHa nobuna 6patb UTo-HMOYAb B POT U XeBaTb. OHa Hu4ero He 6osnach, nobuna
BOAY, [lenana BWA, YTO WUrpaeT, v Bbifia 0YeHb OBLMTENbHOW: Maxasna BCEM pPYyKOWM M XoTena bblTb B LEHTpe
BHUMaHus1. K yeTblpeM rogam y Hee pa3suncs CABl, n oHa Havana npuHMMaTb leKapcTea
(dokanuH/pekcmeTnndbeHUAAT), KOTOPbIE MOMOratoT el COCPEAOTOUNTLCS Ha AesATeNbHOCTM (UeTbipe roaa).

““B neTcTBe €My He XBaTano COLMANbHOTO B3aMMOAEHCTBUS C APYrMMW LETbMW: OH MUrpan CKOpee psaoM C HUMM,
YeM C HMMM CaMMMM. ITO NPOAOKANOCh Aaxe B NOAPOCTKOBOM Bo3pacte. Ceituac, B 22 roga, ApYrve YneHbl
CEMbMW CYMTAIOT ero 06CeccMBHO-KOMMYbCUBHBIM. PaHblue OH npuHMMan nekapctea ot CABI —
CrpaTTepy/aTOMOKCETUH W PuTannH/meTundeHngaT, HO nepecTtan, Tak Kak, Nno ero CioBaM, OHM 3acTaBAsOT ero
YYBCTBOBATbL Ce6A «CTpaHHO»

“OH MobMT cnylwaTtb My3blKy, CMOTPETb TENEBMU30p, UMTaTb M MPOBOAWUTb MHOMO BPEMEHM 3a KOMMbIOTEPOM,
MBS B BOOOpaXkaeMbIx MUpax 1 npeactasnss cebs npodeccmoHanbHbIM repoeM. Cenyac oH Takxke
[EMOHCTPUPYET HECKOSIbKO HEOBbIYHbIX, O4EHb HENPUATHBLIX (DOPM COLMANbHOro NOBEAEHUS, @ UMEHHO:
NMOCTOSIHHO MOBTOPSIET OAHWN U Te e BOMPOChI, 3a4aeT BONPOChI APYrMM, HaxoasiCb Ha O4YeHb B/IM3KOM
PacCTOsSIHUK, FPOMKO FOBOPUT, Pa3roBapMBaeT caM C COB0M M YacTo MUCMOMb3YET «MI0XMe» C0Ba, YTO
HanoMunHaeT cuHapoM TypeTtTta (22 roga).

MoBbilWeHHas NpeapacnosioKeHHOCTb K ayTU3MYy WJIM PacCTPOMCTBaM ayTUCTUUECKOro
crnekTpa

CuHApoM Mukpoaynamkauuu 16p11.2 vawe BCTpeyaeTcs cpeaw AeTeil v B3POC/bIX C AMArHO30M ayTWU3M UM C
pacCTPOMCTBOM @y TUCTUYECKOro CnekTpa (TaknM Kak cMHAPOM Acneprepa), YeM cpean HaceneHus B LiesoM.
TeM He MeHee, NMMLLb He3HaYUTENbHas YacTb OAEN C MUKpoAyNAvMKaumen 16pl1.2 cTpagaet ayTM3MOM Mm
ayTucTnyeckumm ocobeHHoctamu. B 2014 rogy ayTucTuyeckume YepTbl Habnoganncb NpUMEpHO Y NOSIOBUHbI
YYaCTHUKOB Unique, Bce OHU 6blnn MY>XUYUHBbI.

MepecTpoiiku 16p11.2, Kak aeneunu, Tak 1 Aynavkauuu, NpescTaBnsaloT coboii BTOpoe MO YacToTe XPOMOCOMHOE
HapyLleHue, CBA3aHHOe C ayTU3MoM. [pn 3TOM A0 cux Nop He 6b110 MAEHTUDULMPOBAHO HUKAKNX
KOHKPETHbIX FeHOB, OTBEYaloLWmMX 3a 3TO.

B HacTosiLee BpeMs pacnpoCTpaHEHO MHEHWE, YTO MpPU CUHAPOME MUKpoAynMKauuu 16pll.2 nosbliWAeTcs
BEpOSTHOCTb pa3BMTUS ayTu3aMa. OfHaKo AaHHoe 3aboneBaHne BO3HMKAET B pe3y/bTaTe BAMSHUS Lenoro
psaa hakTopos.

Mwukpoaeneumsa 16pll.2 v 3agep>xka YMCTBEHHOIO pa3BUTUA TakXKe He BCera B3anMOCBs3aHbl; TO eCTb
ayTM3M MOXET pa3BUTbCS Y NtoAeN, MMetoLmx Mukpoaeneumto 16p11.2 nuwb Npu onpeaeneHHbIX
obcTosTensCTBax. B nepByto oyepesb, 3TO KacaeTcsi NpeAcTaBUTeNeN My>cKoro nona. [leno B ToM, 4to npu
MUKpoAeneunn/MUKpoay naMKaumm npoucxoanT HapyLueHMe B KOSIMYECTBEHHOM COCTaBe CLenIeHHbIX reHoB
Ha onpeaeneHHOM yyacTKe XpOMOCOM. DaKTUUEeCKM peyb NAET O TEX reHax, KOTopble YYacTBYIOT B nepejaye
CUrHANOB OT KNIETKW K KNIETKE M B APYrnX TMMAxX MEXK/IETOYHOro B3anmoaenctaus. MNpegnonaraercs, 4to
yNoMsHyTas Bbllle MyTaLMsi MOXET NpOBOLMPOBaTb 3aZE€PXKM Pa3BUTUS WM CTaTb NpuuMHOM ayTusma (Marshall
2008; Weiss 2008; Fernandez 2010; Rosenfeld 2010; Shinawi 2010; Unigue).

“lnarHo3 eMy HMKOrga He CTaBWUJICS, HO Y/leHbl CEMbM 3aMeYal0T XapaKTepHble NpU3HakM ayTusMa.
I

MoBbILLEHHbIA PUCK APYrMX NCUXUUYECKUX PACCTPOMCTB

CvHApoM Mukpoaynamkauuu 16p11.2 vale BCTpeyaeTcs cpean AeTeil M B3POCNbIX C HApYLIEHUEM HEpPBHO-
MNCUXMYECKOTO Pa3BUTUS, YEM Y 3A0POBbIX MHAMBMAYYMOB. OAHAKO CPeAM Ntofei C MUKpOAYNIMKALMENA NnLb
Manas [ONs NMOABEPXEHA MCUXMYECKUM PacCTporcTBaM. TeM He MeHee, U3 NCUXUYEcKnx 3abonesaHni y
NpeaCTaBNEHHOrO0 MEHbLIMHCTBA 6bl/IM AUArHOCTMPOBAHbI TPEBOXHOE, AENPECCUBHOE U BUNONsSpHOE
pacCcTPOMCTBA, @ TaKXe WN30peHusi.

TakuM 06pa3oM, MHOMME MonaraloT, YTO MUKPOAYNIMKALMOHHBIN CMHAPOM 16p11.2 yBENMUMBAET PUCK Pa3BUTUS
NCUXMYECKUYECKNX PacCTPOCTB, BNPOYEM, KaK U MHOXECTBO Apyrux obcroaTenscts (McCarthy 2009;
Marshall 2017; Kushima 2018; Unigue).

MpeapacnonoXeHHOCTb K CHUKEHHOW Macce Tena
CornacHo npeaBapUTENbHBIM AaHHbIM, NIOAN C CUHAPOMOM MUKpoAynaMKauuu 16p11.2 umeior
NpeapacrosiOKEHHOCTb K CHUXXEHHOM Macce Tena. JaHHyto TOUKY 3peHus NoATBEPXKAAOT cBeaeHus Unigue.
[leno B TOM, YTO yYaCTHMKM NPOEKTA C MUKPOAY MIMKALIMEN XapaKTEPU30Ba/INCh Kak OTHOCUTENbHO BbICOKME
NOAN C XyAOLABbIM, HO TEM HE MEHEE MPOMOPLMOHA/bHBIM TESIOC/IOKEHNEM UMM XKE KaK NaLMEHTbI «C
HEeAOoCTAaTKOM Macchl Tena».



C Apyron CTOpOHbI, MOYTW Y MONOBMHLI AETEN U B3POCSIbIX C MUKPOZEIELMEH HA TOM XKe Y4acTKe XPOMOCOMbI
6bl1a BblIsIBIEHA NPeapacrnoNoXXEHHOCTb K N36bITOMHOMY BECY M OXMPEHUIO. bonee Toro, Mukpoaeneums
SIBNSIETCS BTOPOI MO pacnpoCTPaHEHHOCTH FEHETUYECKON NPUUMHOI oxupeHuns (Bochukova 2010; Jacquemont 2010;
Unigue).

MpeapacnosioXKeHHOCTb K 3nujiencum
BONbLWMHCTBO AETEN C CMHAPOMOM MUKPOAYNmMKauun 16pl1.2 He CTpajaloT OT 3ANWUIENTUYECKUX MPUCTYNOB. Tem
He MeHee, NpuMepHO 15% aeTtel nepeXxmBaloT NoACOHbIE 3MM304Abl. STOT (aKT U Nier B 0CHOBY
NPeAnonoXeHNS O HaZMUMK CBS3W MEXAY MUKPOAYNAMKAUMEN W NPeapacrofioOKEHHOCTLIO K SNUIENTUYECKUM
NpUCTYNaM, XOTS TUMbl NPUCTYNOB U UX TSXKECTb MOryT BapbUpoBaThb.
Kak npaBuno, NpuUCcTynbl HAYMHAKOTCS Y AETEN B NEPBbIN Mo XM3HW. B TakoM cyyae Ha3HavatoTCs
MpOTMBO3NMNENTUYECKME NpenapaTbl, NO3BOASIOWME AOCTUYb KOHTPONS Hag NpUCTynamu, a Takke BnocieAcTBUM
CHU3UTb WX TSXKECTb UM BOBCE YCTPaHUTb MPUYMHBL. Y OAHOMO M3 MiafeHuUeB Oblil AMArHOCTMPOBAH PeaKui
3NUNENTNYECKMIN CUHAPOM — MMALEHYECKME 3/I0KAUYECTBEHHbIE MUPUpYIOLWME NapuuanbHble Cy4opor.
MpuCcTynbl Ha4YanUCb B NePBbIA AEHb XN3HM pebeHka. B Havane
neyeHue 6blo No 6onbluein YacTu HeapdheKTUBHBIM, OAHAKO, 3a NSTb MECALIEB Bpauu A06MANCL MNOHOIO
BOCCTaHOB/IEHMA naumeHTa. B To e BpeMs, MnageHyeckme 310Kka4ecTBeHHbIE MUTpUpYiowMe napumanbHble
CyA0pOrv Ha AaHHbI MOMEHT YAAETCS KOHTPO/MPOBATb C MOMOLLbKO NPOTUBOINUNENTUYECKMUX MpenapaTos.
MpennonaraeTcs, 4to TpU U3 AYOMPYIOWMXCS MpU CMHAPOME MuKpoaynmkaumn 16pll.2 reHa, a uMeHHO QPRT,
DOCZAw SEZ6L2, cBsi3aHbl C NosBAEHNEM anunenTuyeckmx npuctynos (Bedoyan 2010; Rosenfeld 2010;
Shinawi 2010; Unigue).
Kpome TOro, anunenTuyeckme npucTynbl HabMOAANMCh Y HECKONMbKUX AETEN C AWUCTaNbHON MUKPOAYMMKaLMeN
16p11.2.

CKpMHMHroBble o6bcnegoBaHua U JieueHue

Bcem nioasm ¢ MukpoaynnMkaumen 16pl1.2 pekoMeHAYeTCS NPONTM MEAULMHCKMIA OCMOTP, HayaTb KOMMJIEKCHOE
obcnenoBaHne BCEX OPraHOB M CUCTEM, @ TaKXXe MOJyUMTb OLEHKY AMHAMUKK pasBUTUS opraHmama. Mpu
MOsIBIEHUW NEPBbIX CAMMTOMOB 3MMAENCMN HEObX0AMMA KOHCY IbTauusi HeBposora U nposeaeHune 330, Mpu
HanMuMm Kaknx-nMbo HEBPOMOrMYECKMX CUMINTOMOB, CBSI3aHHbIX C MO3BOHOYHMKOM, TaKXXe MOXHO caenaTb
MPT no3BoHouHMKa (Schaaf 2011), HO 3TO He SBAsIeTCA ObLLUEN peKkoMeHAaUMeN Ans BCeEX NaUUEHTOB.
Ba)kHO MOHMMaTb, YTO METOAbLI PaHHEl NOMOLLUM CNOCOBCTBYIOT ONTUMaNbHOMY pa3BUTUO pebeHka. Bmecte ¢
TEM, NOrONEANYECKYI0 TEpanMio TaKXKe CnesyeT HauMHaTb Kak MOXHO paHblue W Npu HeobXOAMMOCTU

MCnonb30BaTb AOMOJHUTENbHLIE MM anbTEPHATMBHbLIE CMOCObbI KOMMyHMKauuu. CnesyeT NPOBECTU OLEHKY
HaBbIKOB MOBCEAHEBHOM XW3HU W MOCNEAYIOWMIA CKPUHUHT.

B3pocnblie

HenaBHee uccnenoBaHme 340pOBbIX HOCUTENE MUKPOAYNIMKALUMOHHOMO cMHApoMa 16p11.2 3penoro
Bo3pacTa (40-69 net) (Crawford 2019), BbisBMNO 13 YenoBek, CTpadatoLMX CUHAPOMOM pa3Apa)keHHOro
KunweyHmka (4To NpUMEPHO B TpU pa3a bosblue, YeM 0XMAAN0Ch) M 28 YenoBek C uwmanrven (NPpUMepHo B ABa
pasa 6onbLue, YeM 0XMAANOCh, UCXOAS U3 YacTOThl MOCTAHOBKM AMArHo3a BO BCEN KOHTPONbHOM rpynne). Y
HocUTENeN AncTanbHOM MUKpoaynankaumm 16p11.2 He 6bis1o 06Hapy>XeHO KakMUX-TO 0CObbIX NposiBNEeHUIA
aHoManuu.
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NMoanep)xka n nHcpopmauus

\ F'pynna noaaep)XKu ceMel C peAKMMMN XPOMOCOMHbIMU OTK/IOHEHUSAIMM,
The Stables, Station Rd West, Oxted, Surrey. RH8 9EE. UK
Ten. +44(0)1883 723356

U ni Oe info@rarechromo.org | www.rarechromo.org

Understanding Chromosome & Gene Disorders

Ha caiite www.simonssearchlight.org MOXXHO NpUCOEANHUTLCS K OHaiH-COO6LLECTBY ANt CEMEN, CTOMKHYBLUMXCS!
C feneunsmMu uim Aynnmkaumamu 16p.11.2, HaiiTu kpaTkyto MHGOpMaLMOHHYtO Bpolutopy 0 Aynamkaumm 16pl11.2, a Takxke
onuncaHvne HeAaBHO OMy6/IMKOBAHHBIX XKYPHAsbHbIX CTaTEN HAa COOTBETCTBYHOLLYIO TEMY.

MpucoeauHsiiTtecb k coobuecrBy Unique, 4To6bl NONYYNUTb AONOJIHUTENbHYIO MHbOPMaLUIO,
Heo6xoAMMYIO MOMOLLb M KOHTaAKTHbIE AaHHble CeMei C aHaJIorMYHoi Npo6aeMoi.

Unique — 370 6naroTBopuTesibHasi OpraHW3auMs, KOTOpas HE MOMyYaeT rocyAapCTBEHHOMO Cy6CMAMPOBAHMS W
CYLUECTBYET WCK/IOYUTENBHO Ha MPaHTbl U MOXepTBOBaHUS. [ECAM y Bac eCTb Takasi BO3MOXHOCTb, NMOXasyicTa,
caenavite NoXepTBOBaHWE Ha HaleM caiite: www.rarechromo.org/donate lMoxxanyicrta, noMorMTe Ham NoOMoYb Bam!

Tpynna noaaepXKku ceMeit C peakuMm XpoMOCOMHBIMM Homep B peecTpe 651aroTBOpUTESIbHbIX OpraHu3aLuii
OTK/IOHEHNSMU 1110661
Homep B peecTpe koMMNaHuit AHIMK 1 Yanbca PernctpaumoHHbI Homep 5460413
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