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KopoTko o0 gynnukauum
22q11.2

Y nropeii c aynnukaumeii 22q11.2 Ha 22-i
XPOMOCOME MPUCYTCTBYET AOMO/THUTENbHbIN
y4acToK XpOMOCOMHOIro MaTepuana.

Kak npaBuno, nposiBfieH1s AynanKauum
22q11.2 He3Ha4YMTENIbHbI U MOTYT CUJIbHO
pa3nMuyaTbCa AaXke Yy YWIEeHOB OAHOW CEMbM.

Moka HesiCHO, ABNSIETCA NN AyNJIMKaumsa
22q11.2 ecteCcTBEeHHbIM FreHETUYECKUM
BapuMaHTOM, OTBEYAIOLMM 3a OT/INuMS JIlogen
ApYr oT Apyra, Wiu CUHGPOMOM, KOTOPbIH
nposiBNsieTcs B pa3Hbix chopmax.

Oxono 70% nropeii c aynnukauuei 22q11.2
yHacnepoBasin 3Ty 0CO6eHHOCTb OT OQHOro
M3 CBOMX poauTesneiil. BoNbLUMHCTBO U3 HUX
He noao3peBasiu, uYTO Y HUX eCTb
OOMOJIHUTENbHbIN YYACTOK Ha 22-0i
XpPOMOCOME, NMOoKa ero He 06Hapy»wuin

y pebeHKka, 1 BCce usieHbl CEMbM He caenanm
reHeTu4YecKui Tecr.

Bce, y KOro ectb AONOJ/IHUTE/IbHbIA YYaCTOK
reHeTu4yeckoro MaTepuasa Ha 22-oi
XPOMOCOME, C BEpOSITHOCTbIO 50% MoryTt
nepeaaTtb 3Ty 0CO6eHHOCTb CBOEMY peb6eHKy.
CnepoBaTesibHO, C BEpOSATHOCTbIO 50% y
TaKuUX poauTeneil MoXKeT poanuTbcs pebeHoK 1
6e3 aynamkauuun. 3To NpaBuIo CripaBen/inBo
ONA Kaxaoi 6epeMeHHOCT!.

HeB0O3MOXHO CKa3aTb 3apaHee, HAaCKOJIbKO CUIbHO WK cnabo y pe6eHka
C aynsinkaumeii 6yayT Bbipa)KeHbl €e CUMNTOMbI U NPOSIBATCS JIM OHU BoobLue.

Y MHOIMMX Nrogein ¢ ayrnJiMkaumen yaBamBaeTCcs TOT )Ke CaMbli Y4aCTOK 22-0M
XPOMOCOMbI, KOTOPbIiA OTCYTCTBYET Yy JIl0Ae C CUHAPOMOM aeneuuun 22q11.2.
OTOT AeNneunoHHbIA BapuaHT TakKe Ha3blBaloT CMHAPOMOM LUNpuHTUEHa,
BesiokapauodaumnasibHbIM CAHAPOMOM WM CUHAPOMOM [An [Hhxopmxu.



YTto Takoe aynnmkaumusa 22q11.2

Oynnukaums 22q11.2 — 3TO reHeTUYECKOE U3MEHEHNE,
BbI3BaHHOE NOSIBNIEHUEM AOMOSTHUTENBHOM KoMK
HeBO/bLIOro YYacTka 22-01M XpOMOCOMbI. [ynnmkaums
HaxoAuTCs NPUMEPHO B CepeyHe XPOMOCOMbI Ha yvacTke
q11.2. MockonbKy YABOEHHLI y4aCTOK OYEHb Mas, TaKyHo
AYNIVKaLMIO MHOT A Ha3bIBAOT MUKPOAYNSIMKALIMEN.
CeeneHns o gynnukaumm 22q11.2 ocHoBaHbI

Ha pe3y/ibTaTax 06creaoBaHNs Ntoaen, Y KOTopbiX
AYN/IMKALMIO BbISIBUN FEHETUYECKUIA TeCT. TeCTbl
NpoBOAATCA M3-3a 3afePXKKM Pa3BuTus, Nnpobnem

CO 340POBbEM MW U3-3a TOrO, YTO AyrnJIMKaumio
06HapyXunn y KOro-To 13 Y4seHoB CeMbu. ITO
HeobbeKkTVBHas, CMeLleHHas Bbibopka. MonyyYnTb oueHKy
YyacToThl 22g11.2 AynnnkaumMm B HECMELLEHHOW BbIbOpKe
WK B 0BLLEN NOMYNALMM AOCTATOUHO CIOXKHO. ITO 3HAYUT,
YTO B HACTOSILLMIA MOMEHT MPUYMHBI BO3HUKHOBEHWS!
aynnvkaumm n ee a@ekTbl HeAOCTaTOYHO M3BECTHBI, U
Brepeau elle MHOro MCCrieaoBaHuiA. B aTol 6polutope
cobpaHa BCS caMasi akTyasnbHas MHdbopMaums.
MposiBnenns gynavkaumm 22q11.2 3Ha4mMTENBHO
OTNINYAIOTCS Y Pa3HbIX JIOAEN, B TOM YMCTIE Y YIEHOB
O[IHOW CeMbU. ITO MOXET 6bITb 3a/IEPXKKa Pa3BUTUS,
WHTENNIEKTYasIbHasi HEAOCTAaTOYHOCTb, MEA/IEHHbIN POCT U

HU3KMIA MbILLIEYHbIN TOHYC
(rMnoToHus). Y MHOruX nofen
13 C Aynavikaumen HeT BUAUMBIX
dU3NYECKMX aHOMANNI, OHU
HE MCMbITLIBAIOT TPYAHOCTE
B 0byueHuu.

YT0 3HauMT gynavkaums
22q11.2?

B kaXaoW kneTke Hallero Tena 23
Mapbl XpOMOCOM, KOTOpPbIE coaep)aT
reHeTMYecKnin Matepuan. BepxHss
YaCTb XPOMOCOMbI Ha3bIBAETCS
«KOPOTKOE M/ieyo» 1M 0603HaYaeTcs

«[JIMHHOE Nieyo» 1 0603HaYaeTcs
6yKBOM Q.

B coctase xpomMocomM ectb [HK,
KOTOpasi HECET MHCTPYKLMN ANst
pa3BuTns U paboTbl opraHm3ma.

NeCTHULY, CTYNeHU KOTOPO — 3TO
XUMUYECKUE COENHEHMS,
HyKneoTuapl. VX KonnyecTBoM
U3MepsieTcsa pasMep

Xpomocoma 22

BYKBOI p. HMXKHAS YacTb Ha3biBaeTCs

Monekyna AHK noxoxxa Ha BUHTOBYIO

UcTouHUKM

STa 6polutopa Han1caHa

Ha OCHOBE MeANLIMHCKMX
NCCNeAOBaHNUIM O AETSX U
B3POC/bIX C AYN/IMKaLMen
22qg11.2. OpurvHanbHble
ny6aMKaLmMn MOXHO HalT Ha
caite PubMed no umeHu
aBToOpa W Aate nybnvkauum
(www.ncbi.nlm.nih.gov/pubm
ed). MaTepwuanbl MOXXHO
3anpocuTb Ha caite Unigue.
B 6poLutope Takxke
MCMoJib30BaHbl CBEAEHUS U3
6a3bl aaHHbIX Unigue.

Ha MoMeHT nybnukaumm
6poLutopbl 34 Yyenoseka

C MUKpoaynnvkaumen 22q11.2
ABNAKOTCA YneHamn Unique n
6onee 110 cnyyaeB onucaHsbl
B MEAMLIMHCKON NiuTepaTtype
(Edelmann 1999; Ensenauer
2003; Beiraghi 2004; Hassed
2004; Lamb 2004; Somerville
2004; Portnoi 2005; Sparkes
2005; Yobb 2005; De la
Rochebrochard 2006;
Mukkades 2007; Courtens
2008; Laitenberger 2008; Ou
2008; Ramelli 2008; Wentzel
2008; Yu 2008; Clarke 2009;
Portnoi 2009; Draaken 2010;
Lundin 2010; Smith 2010;
Liewluck 2011; Schramm
2011; Tan 2011; van
Campenhout 2011; Agergaard
2012; Pebrel 2012; Pierguin
2012; Quelin 2012; Gong
2013; Kim 2013; Ribeiro
2013; Tucker 2013; Chen
2014; Cordovez 2014;
Draaken 2014; Ghandi 2014;
Pires 2014; Rees 2014;
Warburton 2014; Campos
2015; Chang 2015; Grande
2015; Liu 2015; Zhang 2015).
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ZononHuTenbHon Yactu 22q11.2. Ha oaHOM XpOMOCOME pacrofioXXeHbl MANIMOHBI Nap
OCHOBaHWIA, NMO3TOMY YMCNA, BbipaXatoLme UX KONMYECTBO, NPUHSATO COKpallaTh. Tak, oauH
MWSIMOH Nap OCHOBaHWI Ha3blBaeTcs Merabasoi u 0bo3HavaeTcst «1 M6». Y 60MbLIMHCTBA
TIOAEN € fynnvKaumel AoNONMHUTENbHBIN y4acToOK reHeTUYECKOro MaTepuana pacrnonoXxeH

Ha yyacTke Mexay 17 n 20 mMerabasoi 1 coctasnseT 3 M6. MHoraa y4acTok MeHblle — OKOJI0
1,5 M6. WNHoraa 6onblie — 4-6 M6.
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«TUNnYHaa» Aynnukauusa Ucroynnk: Descartes et al, American Journal of Medical Genetics A | 46A c¢. 3080, 2008
MpuBeaeHHbIe B BpoLLOpe AaHHbIE U3 MEANLIMHCKON NTUTEPATYPbI OTHOCATCS K «TUMUYHBLIM»
cnyvyasm aynavkaumm, eCiin He yKasaHo MHOE. Y HEKOTOPbIX NtoAen Bbiin 06Hapy>XeHbI
«HETUMUYHbIE» AynMKaLMmM ApYroro y4actka XpoMocombl 22q11.2. bonee nogpobHyio
MHOPMALIMIO O HETUMWUYHBIX MUKPOAYMIMKALMAX MOXHO HalTK Ha CTp. 27-36.

Kak o6HapyxuTb gynamkaumio 22q11.2?

XpOMOCOMbI HEBO3MOXHO YBUAETb HEBOOPY>KEHHbIM N1a30M, OAHAKO Npy NpoBeAeHnU
CBETOBOI MUKPOCKOMWM C MOMOLLIbIO OKPaLLEHHbIX CNeLMasnbHbIM KpacuTeeM npenapaTos,
MOXXHO 3aMETUTb, YTO Y KaXKAOW XPOMOCOMbI €CTb OT/IMYUTESbHDIN Y30P M3 CBET/IbIX Y TEMHbIX
nonepeyHbix nonoc. OgHa M3 Taknx Nonoc — cermeHT 22¢11.2. MNMoa MMKPOCKOMNOM
aynnukaumio 22q11.2 He BuaHO. Ee MOXHO naeHTMhUUMpOoBaTh TOMbKO C MOMOLLbIO HOBbIX,
6onee 4YyBCTBUTENbHBIX METOAOB XPOMOCOMHOI0O aHanusa. Ecnn y Bawero pebeHka
obHapy>xxunu gynnukaumio 22q11.2, obpatutech KO Bpayy-reHeTuKy 3a nogpobHOCTSAMM
pe3ynbTaToB aHanm3a. MoapobHee B NpunoXeHun Ha cTp. 39.

Yem oTinvarotcs geneumsa 22q11.2 v gynnukauua 22q11.2?

Heneumns 22q11.2 — 370 M3MEHEHME, NPY KOTOPOM y4acTKa XpOMOCOMbI 22q11.2 He xBaraer.
Heneumnio 22q11.2 Takke HasbiBalOT cMHApoMoM del(22q11), cnHapomom LLnpuHTuEeHa,
BenokapanodaumanbHbiM cnHapomoM (VCFS) nnm cungpomom n xopmxu. Y Unigue ectb
oTAenbHas bpoltopa 06 3Toi Aeneumnu.

Bcé nm reHeTMKkaM M3BECTHO O Ayminkauumu 22q11.2?

Moka HeT. HekoTopble BOMPOCHI 40 CMX MOP OCTalOTCSl OTKPbITbIMK. HanpuMep, noyemy
MAEHTWYHbIE AYMIMKALMM MOTYT NPOSIBASTLCS abCOMIOTHO MO-PasHOMY Y YSIEHOB OAHOMN CEMBY.
Ewwe oaHa 3aragka 3ak/iouaeTcs B TOM, YTO JiloaM € Aynnvkauuel 60nbluero pasMepa

He BCerga CTankuBaroTcs ¢ bonee cepbe3HbIMM CUMMTOMaMK, YeM JIloan C ManbiMu
Aynavkaumsamu. MNpeanonaraeTcs, YTo OTBETbI Ha 3TW BOMPOCh! MOXHO HalTV B 06LIEM
reHeTnyeckoM (hoHe YenoBeka, Tak Kak Ha NPOSIBEHWS AyNaMKauum BNSIIOT Kak 3aTPOHYTbIE,
TaK W HE3ATPOHYTbIE FeHbl.

EcTb Takue noau ¢ ayriMkaumein 22q11.2, y KOTopbiX HET HapyLUeHUIi pa3BUTHS,
TpyAHOCTeN B 06yueHun, npobsieM C peubto, noBeAeHUeM 1 340poBbeM?

[a, Takve noau CyLIeCTBYIOT, MO KpalHel Mepe, Mbl MpeanoniaraeM, Yto OHU ecTb. CUMMTOMbI
aynnvkaumm 22q11.2 MoryT He NposIBASTLCS HUKAK WK NPOSIBASTLCS OY€Hb HE3HAYMTENBHO,
TaK YTO YESIOBEK C AyrMKaLMeN HUYEM He OTNINYAETCS OT APYrUX UIEHOB ceMbW. Tak, B xoae
06cnenoBaHnsl YIeHOB CEMbW AETEN C AynavKaumeid 22q11.2 B HEKOTOPbIX Cllydasix



MOEHTUYHYIO Ayr/MKaLuio 0bHapyxunu y poautenei, 6paTbeB unv cectep, 0AHaKo HUKAKUX
APKO BbIPAXKEHHbIX NMPU3HAKOB AYNIMKALMK UMW 3aepXeK B Pa3BUTUM Y HUX He Habnoganocb
— OHU He HYXXJanuCb B MEAULIMHCKOWM NOAAEPXKKE UM MOMOLLUM B 06yyeHun. CTeneHb
BO3[EMCTBUS| FEHETUYECKMX U3MEHEHMIA Ha 300POBLE YesIOBEKA, Ero pa3BUTUE U NOBEAEHWE
BapbMpyeT OT e/Ba 3aMETHOW A0 OYEBMAHOW U TSHKEOW. 3TO MOXOXKEe Ha TO, KaK Y ntoaen no-
pasHOMy NpoTeKaeT, HanpuMep, rpunmn.

MoryT nn y yenoBeka ¢ aynnvkauuei 22q11.2 6biTb U Apyrme XxpoMOCOMHbIE
OTKJIOHEeHusn?

[a, 3T0 BO3MOXHO. Ha MOMEeHT cocTaBneHns 6poLutopbl NPUMEPHO Y KaXA0ro CeAbMOro
yyacTHuka Unigue ¢ pynnukaumeit 22q11.2 anarHocTupoBaHa elle ofiHa XpoOMOCOMHast
aHoManwsi. Mo3ToMy TOYHO onpeaenuTb, Kakue M3 CUMNTOMOB BbI3BaHbI Kakoi aHoManvein
eLe CrnoxHee.

E Y 3T0ro peberka aynamkaums
22q11.2 v BONONHUTESbHBbIN

|+ i parmeHT Xxpomocombl 9. OH
Leiwe® YHacnegoBan obe aynankaumm
l/ OT poauTenei.

Y 3t10ro pebeHka
aynnukaums 22q11.2 un
cuvHapoMm 'omeca —
Jloneca-SpHaHaeca,
KOTOPbIN Bbi3blBaeT
061bICeHME Ha BMCKaX

(8

Y Bcex nitogei ¢ aynamkaumeii 22q11.2 yasaMBaeTcs Of4HA U Ta e YacTb
XPOMOCOMBbI?

HeT, 3T0 He Tak. B 60/1bWIMHCTBE ClyyYaeB AynavKaums «TUNUYHas», npy Hel yaBavBaeTcs
npuMepHo 3 M6 reHeTMYecKoro Matepuana Ha ydactke ql11.21, oaHako Mbl 3HaeM o 12
OyNnnKaumsix, Npy KOTOPbIX M3MEHEHME 3aTPOHY/O Apyrue yyacTtku 22q11.2.

[104po6bHEE O «HETUIINYHBIX AYIT/IMKAUUSIX» — Ha CTp. 27-36.

B cermeHTe 22q11.2 MHOro reHoB. NosiBNEHNE KOMUIA 3TUX FEHOB MOXKET Bbi3bIBaTb CUMMTOMbI
Aynavkauum 22q11.2. Npy «TURMYHOM» AyNMKaLMKY YABaMBaeMbl hparMEHT COAEPXMT KaK
MWUHUMYM 47 reHoB. WX (yHKUMM [0 KOHUA He M3y4deHbl. Cenyac y4eHble MbITaloTCsl BbISICHUTD,
YABOEHME KaKMX reHOB BAVSIET HA 3a4ePXKKy Pa3BUTUS U Bbi3blBAeT Apyrue npobnemol.
lTogpobree 06 ogqHoM mu3 reHoB — Ha cTp. 39.

Pa3zmep v pacnonoxeHve gynankauum 22q11.2 MOXHO y3HaTb y Bpada Win U3 pe3ynbTaToB
reHETUYECKOro TeCTa — B HEM yKa3aHbl HOMEpa U KO/IMYECTBO 3aTPOHYTbIX Map OCHOBAHWM.
DTO BaXKHO 3HaTb, €C/IN Bbl YUTAETE MEAULIMHCKYIO NIUTEPATYPY O PasHbIX Cydasx
Aynavkauum 22q11.2: gaxke camble Masble pa3inyms B pa3Mepe v NonoKeHUU ayrnavkauum
03HayaloT, YTO 3aTPOHYTHI pa3Hble reHbI.

Kak yacro BCcTpeyaercsa MUKpoaynMkaumsa 22q11.2?

Ha 3ToT Bonpoc TpyaHo oTBeTUTh. MpoBOAMIOCH NCCNEA0BaHME, KOraa B rpynne
NpeanoIoXUTENbHO 310POBbIX HOBOPOXAEHHbIX MbITA/IUCh BbIABUTbL YacTOTy MSTU pa3HbIX
XPOMOCOMHbBIX aHOManui, B TOM Yucnie Aynnvkaumm 22q11.2, 4tobbl y3HaThb CTEMNEHb UX
pacnpocTpaHeHHOCTU. Pe3ynbTaThl NoKasanum, YTo NpeanonaraemMasl pacnpoCTPaHEHHOCTb
Oynavkauum 22q11.2 cocraensieT 1 cnydait Ha 1140 yenosek (Tucker 2013). Y MHorux noaen
C OynivKaumMei HET CUMITOMOB, @ 3HAaUMT, HET NMPUYMH ANS NOCTAHOBKM AvarHo3a. Jlioan
06bI4HO AENAIOT XPOMOCOMHBIM @aHasIM3 NMOC/e TOro, Kak Y HUX WK Y YIEHOB UX CEMbM
NPOSIBNSIIOTCS NMPU3HAKW 3a4epXKKN B pasBuUTUM unu gpyrve npobnemsl. MNMpumepHo y 1 3 700
YesioBeK, CAeNaBLUNX aHaIM3 Mo 3TUM MpuYMHaM, 6bl1a O6HapyXXeHa «TUMMYHas» unm
«Knaccuyeckas» gynnvkaums 22q11.2, 1y Takoro e 4ncna nogen — HETUNMYHAs
aynnvkaumns 22q11.2 (Ou 2008). bonee no3gHee nccnefoBaHWe Nokasasno, YTo AynavkKaums



6onee pacnpocTpaHeHa cpeau NMtoaen ¢ HapyleHnsaMm pa3sutus (1 ciydait Ha 320 YenoBek)
(van Campenhout 2012 Genereviews). Ha MOMEHT HanucaHus 3Tol 6pOoLUIOPbI B MeAULIMHCKOM
nutepaType onuncaHo 6onee 300 cnyyaeB Takoi aynnukaumm, B Unique coctouT 34 uneHa, B
Chromosome22Central uncnutcs 55 cemelt 1 M3BECTHO elle npuMepHo o 25. PasymeeTcs,
noaei ¢ gynnukauvert 22gq11.2 ropasgo 60blue, HO 0 HUX HET MHQOPMaLMK UK OHU He
obpaLuanuck B rpynnbl NOAAEPXKKM.
CyuwiecrByeT /i CMUHAPOM Aynavkauum 22q11.2?
OTO 3aBMCUT OT TOrO, KaK TPAKTOBATb MOHATUE «CMHAPOM». OBbIYHO FrEeHETUKN ONpPeaensoT
CUHZPOM KaK rpynmny npy3HaKoB, 0bLmx Ans BcexX uiv 60MbLUMHCTBA NOAEN C OnpeaeneHHOM
reHeTu4yeckon aHoManven. Ho ceryac MOXHO BbISIBUTb Maneiiune pasnmumns B CTpOeHUH
XPOMOCOM, MPU3HAKM U CUMNTOMbI MOTYT 6bITb 601ee pa3HO06pasHbl U MEHEE SIPKO
BblpakKeHbl, MO3TOMY MOHUMAHWE «CMHAPOMA» MeHsieTCs. OnNMpasiCb Ha «CTapble» KpUTepun,
Mbl HE MOXKEM C YBEPEHHOCTbIO CKa3aTb, YTO CyLUECTBYET OMNpeAesieHHbI «CUHAPOM»,
BbI3BaHHbIM Aynnvkaumen 22q11.2. OgHaKo 3TOT TEPMUH MO-TMPEXHEMY LUMPOKO UCMOSb3yeTCsl
B MEAMLUMHCKOW cpefe, KOrAa peyb MAET O XPOMOCOMHbIX U3MEHEHMSIX.
«TunuuHas» UAn «Knaccmyeckas» gynamkauus 22q11.2
M3BecTHO 60nee 300 cnyyaeB «TUMMYHOW» Aynnvkauum y aetelt u B3pocnbix. (Edelmann
1999; Ensenauer 2003; Beiraghi 2004; Hassed 2004; Lamb 2004; Somerville 2004; Portnoi
2005; Sparkes 2005; Yobb 2005; De La Rochebrochard 2006; Mukkades 2007; Courtens 2008;
Laitenberger 2008; Ou 2008; Ramelli 2008; Wentzel 2008; Yu 2008; Clarke 2009; Draaken
2010; Lundin 2010; Schramm 2011; Unique).
OCHOBHbIE NposiB/IEHNA

Paznuums B cTpoeHun nnm pabote cepaua

Mpobnema c HeboOM — HEBHO-TNIOTOYHAs HEAOCTAaTOYHOCTb
C pacLuenvHoi Heba nnn 6e3 Hee
MoTeps cnyxa
3apepkka pocra
3apepkka B pa3BuUTum
TpyaHoctn B 06yyeHnn
TpyaHoCTM C noBeAeHVEM
HeobbluHble yepTbl nnua
Mpo6nembl ¢ cepauem
BeposiTHO, 60MBLUMHCTBO AETel ¢ AynnvKaumen 22ql1

POXXAAETCS C HOPManbHO CPOPMMPOBaHHLIM, 340pPOBbIM cepaueM. Ho npumepHo B 18%
C/y4aeB, 0 KOTOPbIX HaM n3BecTHO (20 13 112), 66111 BbISIBNIEHbI aHOMaNUM B CTPOEHUN
cepaua wnm ero pabote. CreneHb THKECTU BapbupyeT OT MENKUX UM YMepPEeHHbIX
0COBEHHOCTEN, KOTOpbIE HE OKa3blBalOT WUMM OKa3blBaloT HE3HAYMTENIbHOE BO3AEWCTBUE
Ha YenoBeKka M CO BPEMEHEM YCTPaHSIOTCS eCTECTBEHHBIM MyTEM, A0 TpebytoLmx
XMPYPruyeckon KOppeKLMM 1 CIIOXKHBIX, YTPOXKAOLMX XXWU3HM aHOMaJIUIA,

Cpeav npobnem c cepaueM, 0 KOTOPbIX HAaM M3BECTHO, BCTPEYAIOTCS 3aMefIeHHoe
cepauebrenne, aedekT MexoKenyao4KOBOM Neperopoakm, CTEHO3 SIErOYHOW apTepuy,
Nponanc U HeAOCTaTOYHOCTb MATPAbHOMO KianaHa, OTKPbIThIA apTepuasbHbIfA MPOTOK,
KoapKTaLms aopTbl, AedeKT MexnpeacepaHoi Neperoposku Unm OTKpLITOe 0BaslbHOE OKHO,
cepaue B dopMe «canoxka». 3T TEPMUHbI MOSICHSAKOTCA Ha CTp. 7-8.



http://www.ncbi.nlm.nih.gov/pubmed/16761289

K Hanbonee cnoXHbIM MOpoKaM pasBUTHSt cepAlia OTHOCUTCS MHOXECTBEHHasi aHoManus

C OZHOVi BEPXHEW KaMepoW, TPaHCMO3nLIMEN KPOBEHOCHBIX COCYZIOB U OTBEPCTMEM MeXAay
HWKHMMM KaMepaMy cepaua; TPaHCno3uums MarucTpasibHbIX apTepuii B COUETaHUU

C aHoMasnuen d6LTeiHa n aedeKToM MeXOKenyaoUKoBON neperopoaku; TeTpaga ®anno;
rUMOMNJIasus NeBbIX OTAENOB CEpAUa, B €ANHUYHDBIX CNydasix C NpepBaHHON Ayroi aopTbl. 3TK
TEPMUHbI MOSICHSAOTCS HUXKE.

Unique n3BecTeH oaWH Cryyait, koraa y B3pocsioro Yenoeeka B Bo3pacTe 40 net 6bina
ZAnarHocTupoBaHa npobnema ¢ knanaHoM. BeposTHo, ero noTpebyeTcs 3aMeHUTb

B 6nvkaniume 10 neT. Mockonbky NpobneMel ¢ knanaHamMu cepaua 4YacTo BCTPeYatoTCs U

y ntogei 6e3 XpOMOCOMHbIX U3MEHEHWIA, 3TO MOXET BblTb HE CBS3aHO C Aynnukaumen 22g11.2
(Ensenauer 2003; Hassed 2004; Somerville 2004; Sparkes 2005; Yobb 2005; De La
Rochebrochard 2006; Mukaddes 2007; Laitenberger 2008; Yu 2008; Unigue).

Ka pAvnonornyeckne TepMuHbI

[edexT mexnpeacepaHoi neperopoaku (AMIIM) — 3To OTBEPCTUE B MbILLEYHON CTEHKE
MeXAy NpasbiM U NEBbIM NpeacepansMU. YacTb KPOBM NEPETEKAET M3 SIEBOr0 Npeacepaunst

B NMpaBoe, yBEMUMBas NMPUTOK KPOBU B Nerkue. JleueHne 3aBUCUT OT XapakTepa AedekTa, ero
pasMepa M BO3MOXKHOCTU €CTECTBEHHOIO 3aKpbITUS. JleueHne MOXET BKJIHOYaTb NpUeM
NeKapcTs, noaaepXuBatolumx paboTty cepaua, NpodunakTuky MHAEKUMIN BHYTPEHHMX
MOBEPXHOCTEN CepALa WK 3aKpbiTUE OTBEPCTUSI XMPYPrMYECKUM MyTEM.

Cepaue B opMe «caroxKa» — XapaKTepPHbI NpU3Hak TeTpaabl ®anno, 3aMeTHbIN

Ha PEHTreHOBCKOM CHMMKe (CM. CTp. 8).

KoapKTaLms aopTbl — NOPOK CepAua, Npy KOTOPOM CY>KAeTCsl aopTa, Mo KOTOPOW KpoBb MAET
OT cepAaua K ocTasnbHbIM opraHaM. /3-3a 3Toro fieBasi CTOpoHa cepALa BbIHYXXAEHa KavaTb
KpOBb CWfbHee, YTo6bl NMPOTOSIKHYThL €€ Yepes cy)KeHue. JledeHne noabupaercs

UHAMBMAYASbHO AN KaXKAOro pebeHka, B CIIOXKHbBIX CITy4asiX CY>KEHHbIV
Y4acTOK MOXET 6bITb pacluMpeH Un yaaneH XMpypruyeckum nyTem.
AHomanus 36lTeiiHa — aedexT, Npy KOTOPOM MOpPaXKaeTcs NpaBasi CTOPoOHA
cepaua. TpexcTBOpUaThIi KNnanaH, PerynpyoLni ToK KpoBU U3 BEPXHEN
Kamepbl (Mpeacepanst) B HYXKHIOW (XKETyA0YEK), PacrosioKEH C/TMWKOM HU3KO.
B pe3synbTaTe CMELLEHNS BEPXHAS KaMepa YBEeMYMBAETCSl, @ HUXKHSS
yMeHbluaeTcs. KpoBb 13 xenyaoyuka MoXeT nonagatb 06paTHO B npeacepane.
I'vnonnasusa neBbix OTAENOB cepala — AedeKT, Npy KOTOPOM fieBasi CTOPOHA
cepaua He pa3BMBaETCS A0/DKHBIM 06pa3oM M o4eHb Mana. ApTepusi,

MO KOTOPOIA KPOBb MAET OT CepALa K OCTaslbHbIM OpraHaM (aopTa), O4YeHb
TOHKas, M KPOBb B HEE MOXKET MOMACTb TOJIbKO YEPE3 apTepHasibHbIN MPOTOK
— KPOBEHOCHbIN COCyZ, KOTOPbIM 06bIMHO 3aKPLIBAETCSI BCKOPE MOC/e
poxaeHusi. HecMoTps Ha TO, YTO MPY POXAEHUM AETU KaXKyTCS 340POBbIMU,
yepes HEeCKOJIbKO AHEN COCTOsIHME yXyAllaeTcs, TpebyeTcs onepaums

Ha cepaLe.

lMpepBaHHasi fyra aopTbl — OTCYTCTBYET YacTb a0OpPTbl, MO KOTOPOW KPOBb
MAET OT cepaua K Teny, YTo NPUBOAUT K CEPbE3HOMY 3aTPyAHEHUIO KPOBOTOKA
B HWXHeW YacTv Tena.

Mponanc MUTPasibHOro KfaraHa 1 ero HefoCTaTOYHOCTb — MOPOK, MpU
KOTOPOM MUTPasibHbIiA KflanaH Mexay NIEBO BEPXHEN U NEBOV HUXKHEN
KaMepaMu cepAaua 3aKpbIBAETCS HE MOSIHOCTLIO U B MOMEHT COKpaLLeHus
XenyaoyKa nponyckaeT KpoBb 06paTHO B JIEBOE MNpeacepave.




OTKpbITOE OBasibHOE OKHO — MOPOK, MPU KOTOPOM OTBEPCTME MEXAY ABYMS| BEPXHUMMU
KaMepaMu cepAua He 3aKpbIBAETCs B MEPBLIV FOZ, XKMU3HW eCTECTBEHHBLIM MyTeM. M3-3a 3Toro
KpOBb MOMaAaeT W3 NIEBOrO NpeAcepavs B Npasoe.

OTKpbITHIV apTepyasbHbIA MPOTOK — 3TO KaHan MexAay aopTol W SIErOYHOW apTepueil,

Mo KOTOPOMY KPOBb MOCTYMaeT B Jierkue. O6bIYHO OH 3aKpbIBAETCS BCKOPE MOC/E POXAEHMS.
Ecnu OH oCTaeTcs OTKpbITLIM, B JIETKME MonagaeT 60/blUe KPOBY, YEM HYXXHO, U cepaLly
NPUXOANTCS YCUNIEHHO paboTaTb. MPOTOK MOXKET 6biTh 3aKPbIT C MOMOLLLIO MasIOMHBA3NBHOW
XMpYPruyecKoii onepaumu, Bo BpeEMsi KOTOPOI Yepes3 6eipeHHYI0 apTEPUIO BCTABNSETCS
cnupanb. TkaHb PacTeT BOKPYr CMMpanu 1 3aKpbiBaeT OTBEPCTUE NPOTOKa.

CTeHO03 NeroyHom apTepun — 3TO CUJIbHOE

Cy)XeHWe BXoAa B apTeputo, Mo KOTOPOI KPoBb

nocrtynaet B nierkne. O6bI4YHO 3aTparueaert
NEroYyHbIi KnanaH v JIErO4HY0 apTepuio.

M NéroyHble

TeTpaga ®anno — crnoxHoe 3abonesaHne
cepaua, BKvawllee B ceba aedekT
. Mepanereii - ME)OKENYA0YKOBOI neperopoaku (AMXI) n
06CTPYKLUMIO YyTb HUXKE NIEFOYHOTO KnanaHa, uto
------ .. Knanan ocnabnseT HopManbHbIM KPOBOTOK. Kpome Toro,
oopm! aopTa CMellieHa BrpaBo TakuM 06pasomM, UTo
pacrnonaraetcs 3a AMXI1. BeHo3Has KpoBb
He MOXXET NMonacTb B JIEFKMNE, YTOBbl HACBITUTLCS
KUCIOPOAOM, M YaCTb €€ BbITEKAET Yepe3
OTBEPCTME B COCEAHMIN XENyaoYeK, OTKyAa OHa
pasHocuTCs Mo BceMy Teny. [leTam ¢ TeTpagoin ®anno Heobxoamma onepauus. Mpu
OTCYTCTBMM APYrux hakTOPOB pPUCKa ee NPOBOASAT Ha NEPBOM rofy Xu3Hu. [edeKT ycnewHo
yCcTpaHstoT 6onee yeM B 95% criydaes.

TpaHCNo3nLUmMa MarucTpasnbHbIX apTePUIn — aHOManWs, NPU KOTOPOIA COCYAbl, YHOCSILLME KPOBb
OT CepALa, PacrooXeHbl He C TOM CTOPOHbI: aopTa OTXOAMT OT MPaBoro, a NIerovHas aptepus
— OT NIEBOrO0 Xenyaoyka. [JeTaM C Takoi aHoManveit 06bIMHO NPOBOAST OMnepaLuio

Mo NEepeEMELLEHMIO apTEPUIN BCKOPE MOC/E POXAEHUS.

[JedexT MexokenynoukoBol neperopoaky (AMXKI) — 3T0 0TBEPCTME B CTEHKE MeX[y ABYMS
HWKHUMK KamMepaMmu cepaua (kenyaoykamu). Yepes Hero KpoBb NEPETEKAET M3 JIEBOW
Kamepbl B NpaByto, U3-3a YEro yBeMUMBaETCs NPUTOK KpoBKM B nerkue. JleueHne AMXI1
Ha3HavaeTcs nHanBnayanbHo. Heobxoanmel perynspHele obcnenosanms. Hebonblumne
OTBEPCTMS MOTYT 3aKPbITbCS CAMOCTOSATENBHO, 60ee KpymHble 3aKpbiBatoT XMPYpPruyecknm
nyTeM, 4Tobbl U3-3a YBEIMYEHHOIO NMPUTOKa KPOBM HE Ha4anncb Npobembl C erkuMn.

PacuwenuHa He6a (He3apalleHue Heba)

Y 60NbLIMHCTBA JETEN C MUKpoaynavKaLumen 22q11.2 Hebo hopMUpyeTCs MPaBUIbHO, OJHAKO
NMPUMEPHO Y OAIHOrO U3 NATK aeTel (22 cnyyas us 112) ctpoeHue Heba HeobbluHO. Cpeaun
HabnoaaeMbIX aHOMaM — roTuyeckoe Hebo (BbICOKUIA apKOOBpasHbIi CBOA TBEPAOro Heba),
He3apalleHne TBEpAOro uimn Markoro Heba, yaBoeHve nnu pacuensieHme HebHOro s3blyka
(HeboNbLWOro OTPOCTKa 3agHero Kpas Markoro Heba). 9Tn 0cobeHHOCTH CTpoeHns Heba MoryT
3HAUUTENbHO 3aTPyAHUTL KOPMNeHUe. B HEKOTOPbIX Cilydasx KOpMUTL pebeHKka MOXXHO TOMbKO
yepes 6yTbIIOUKY CO CreLmanbHOM COCKOM, HanpuMep BYThINKY-MoMILHUK XabepMaH.

B 3aBMCMMOCTM OT pa3Mepa M pacrosioXeHWs pacLLenvHbl MOXET noTpeboBaThes
Xupyprudeckoe BMewwatenbcteo (Ensenauer 2003; Hassed 2004; Portnoi 2005; Yobb 2005;
Mukaddes 2007; Laitenberger 2008; Wentzel 2008; Unique).

NérovHsblin
.+ CTBON

BepxHssa nonas
BeHa

Nérounbin |
KnanaH

TpéxcTeopuarsiii
Kknanax .

HwxkHsas nonas ™ Mepukapa
BeHa



“PacwwenunHbl [Heba] HeT, HO Hebo Bbicokoe. [lyMato, M3-3a 3TOro OHa KYLLAET XyXe, HO,
BO3MOXHO, NpobneMbl CBA3aHbI C O6LUMM HU3KMM MbILLEYHBIM TOHYCOM U1 TeM, YTO OHa
He MOXET cocaTb, rMoTaTb U AblaTb B HY)XKHOM pUTMe. HekoTopoe BpeMsi Mbl M0J1b30BasIUCh
NMounbHMKOM XabepMaH ¢ ManeHbkoi cockoi. Ceiyac paboTtaeM ¢ nororeaom.”
He6HO-rnoTo4yHas HefOCTaTOMHOCTb
HebHo-rnotouHas HegoctatoyHocTb (HIH) BcTpevaeTcst npumepHo y 70% ntoaei
C MUKpogeneymesi 22q11.2. ITo OTKIIOHEHUE NPUBOAUT K HEMPaBUIbHOMY HEGHO-
rMOTOYHOMY CMbIKaHWIO. [Tpy 3TOM BO34YX BbIXOAWUT He Yepes poT, a Yepes HOC.
MposeneHnammn HIH MoryT 6bITb M3MeHeHne CTpoeHns Heba (ykopodeHHoe Hebo) nnm
HapyLueHne ero yHKUMOHMPOBaHUS (TMNOTOHUS MbILLLL MAFKOro Heba). OTu HapyLueHus
MOryT MOSIBUTBLCA KakK BMECTe, Tak M no otaenbHocTw. Jliogam ¢ HI'H TpyaHo BbiroBapveaTh
MHOrMe CMbIYHbIE COracHble 38yku (M, 6, I, T, 4), NO3TOMY OHM MOMYT NMPOU3HOCUTL UX
HEBHSITHO WNM NpOryckaTh (MOMYyYaloLLMIACS 3BYK Ha3blBAETCS «TBEPABIVA MPUCTYN» UK
«ropTaHHas CMbldKa»). CO34aeTca BneyaT/eHne, YTO OHM FOBOPST «B HOC», Kak byaTo
Y HUX XPOHWUYECKUIA PUHUT. iccneoBaHWs NMokasanu, YTo BO MHOMUX Clly4yasix MOMOraroT
3aHATMS C TIOronesoM, HO MHOrAa MOXET NoTpeboBaTbCs XMpYpPruieckoe BMeLaTenbCTBo
nnm obTypaTop — CreumasnbHblid NPoTe3 A 3aKpbiThs AedekToB Heba.
HebHo-rnoTaTenbHy0 HEA0CTAaTOMHOCTL BbISIBUMM NMPUMEPHO Yy 15% B3poCbixX U AeTei
C MUKpoaynvKaumei 22q11.2, Yalle BCero 3To ATV C pacluenimHoi Heba. Cpean YneHoB
Unigue HI'H BcTpevaeTcs B 3% cnydaes (1 3 34), BCEro B MeAULIMHCKON nuTepaType —
20,5% (16 n3BecTHbIX cnydaeB) (Edelmann 1999; Ensenauer 2003; Hassed 2004; Portnoi
2005; Ou 2008; Wentzel 2008; Unique).

MoTepsa cnyxa

Y 6ONbLIMHCTBA AETEN U B3POC/IbIX C MUKpOAyIMKaumen 22q11.2 ciyx B HOpME, HO
M3BECTEH psA CSTy4aeB noTepu cryxa. BpemeHHast noTeps Ciyxa BO3HUKAET B pe3y/bTaTte
CKOMIEHNS XMAKOCTU B MOJIOCTM CPeAHero yxa — 3T0 pacnpocTpaHeHHoe 3aboneBaHue
Ha3bIBAETCSA SKCCYAATMBHBIN CPEAHWIA OTUT WM XPOHWUYECKWIA CPEAHUI OTUT, U EMY C TaKOW
)K€ YacToTOW MOABEPXKEHbI AETU, Y KOTOPbIX HET MUKPOAYNIMKALMWU. 3a4acTyto
3KCCYAATMBHbIN CPeAHUI OTUT CO BPEMEHEM MPOXOANT CaMOCTOSITENbHO, HO MOXKHO
NMPOBECTU LUYHTUPOBAHME. ITO ONepaLiMsi, BO BPeEMSt KOTOPOW B 6apabaHHyto NePENoHKY
yCTaHaB/IMBaeTCs crneumanbHas Tpybka, YTobbl BEIBECTM XMAKOCTb. TaKyto onepauuio
NpoBOAST B BO3PACTe, Koraa y pebeHka akTUBHO pa3BMBAETCS peyb.

MocTosiHHas HEMPOCEHCOpHast TYrOyXOCTb BCTPEYAETCs ropasao pexxe. Bo Bpems
COCTaB/IEHVS1 3TOW 6POLLIOPbI OAHOMY U3 YNeHOB Unigue NNaHNpoBanu YCTaHOBUTb
KOXJIeapHblii UMMNaHT (NPOTE3, BO3AEWCTBYIOLLMIA HA CJTYXOBOW HEPB). B LienoMm, criyx
YXYZOLLAEeTCs NMPUMEPHO Y KaXkaoro TPETLEro YesioBeka C MUKpoAyriMkaumen 22q11.2
(32 u3 112). (Ensenauer 2003; Somerville 2004; Yobb 2005; Portnoi 2005; Mukaddes 2007;
Courtens 2008; Ou 2008; Lundin 2010; Unique).

®dusunyeckoe passutme
BonbIUMHCTBO AeTel ¢ aynnvkaumen 22q11.2 pa3BuBaloTCa B COOTBETCTBUM C HOPMOW U
POXAAOTCSA B CPOK, C HOpMasbHbIM BecoM. CornacHo uccnegosanusam Unigue v
MEOVLMHCKOW IMTEPATYpe, CpeaHui BeC pebeHKa Npu poXXAEHUN Ha HOPMaslbHOM CpoKe
cocrasun 3,2 kr (0T 2,3 8o 4 Kr).
Mo-BMAMMOMY, 3TO He OKa3blBaeT NPSIMOro BAMUSHUS Ha TeNowIoXeHne. HekoTopble AeTu
XyOOLUABbI, Y APYrUX SIPKO BbIPaXXeH M36bITOYHbIN BEC, HO B 60MLLUMHCTBE C/Ty4aeB PocT U
BEC COOTBETCTBYHOT BO3pacTy M HAaC/IeACTBEHHOCTU. Y AeTel C AynivKauuenn pocT MOXeT
3aMeaInMTbCs. B HEKOTOPbIX Cyyasx AMarHOCTUPYIOT OTCTaBaHue B (PM3MYECKOM pasBUTUM,



3TO 3HAYUWT, YTO AETU He HAabMpatOT BEC BHE 3aBUCUMMOCTM OT NMUTaHMS. MpUMepHO y O4HOro
pebeHka U3 1ecaT, HaNpoTuUB, HabnodaeTCs Ype3BblyaiiHO BbICOKMI pocT (Beiraghi 2004;

Hassed 2004; Lamb 2004; Portnoi 2005; Yobb 2005; De La Rochebrochard 2006; Courtens
2008; Ou 2008; Ramelli 2008; Clarke 2009; Wentzel 2008; van Campenhout 2011; Unique).

PasButune

Muikpogynnukaumsa 22q11.2 MOXET yBE/IMYUTL BEPOSTHOCTb 3a4E€PXKN B Pa3BUTUX, HO

He BCeraa sIBMSeTCs MPUYMHON ee BO3HUKHOBEHMS. Y MHOTUX AETEN W B3POC/bIX HUKOrAa
He Habnaanoch KakMX-NMbo cepbe3HbIX 3aaepXeK B pa3suTum. CornacHo AaHHbIM
MeOMLMHCKOW NMTepaTypbl v NpoekTa Unigue, y TPETU Noaein ¢ MUKPOAYNMKaumnen HeT
NOAOBHbIX HapyLLUEHWI. B OCHOBHOM 3TO NI0AM, Y KOTOPbIX AYN/IMKALMIO HALWIW TOSbKO

B Xoae obcnenoBaHusi, KOTOpPOe NPOBOAMIIOCh MOC/E TOrO, Kak TaKYHo e AynavKaumio
06HapyXunn y nx poaCTBEHHVKOB. 3aepXKKy Pa3BUTUS UMEKOT ABE TPeTM 06Cnef0BaHHbIX.
HapyLweHuns Hanbonee 3aMeTHO NPOSBNSIOTCS B MOBEAEHWUMN, PEAKLMM HA OKPYXKAIOLLMX,
KOHLEHTpauum BHUMaHus, 06y4eHun roBopuTb U ABUraTbCs UM BO BCEX 3TUX acrekTax
ofiHOBpeMeHHO. OiHaKO, BO3MOXHO, CTb MHOXECTBO JOAEN C MMKpoAynnKaumen
22q11.2, y KOTOpbIX HET TaKOM 3a1ePXKKN U KOTOPbIE HUKOTAA He Habnioaanucs y Bpadei.
Y peten ¢ gynnvkaumein 22q11.2 3aaepxXka B pasBUTUM MPOSBAISIETCS 06bIYHO B SIEFKOM Unn
yMepeHHo! (popMe, OHa XOpOLLIO MOAAAETCS NIEYEHMIO Ha PaHHMX CTaamsix. OfHaKo cTeneHb
3a//€PXXKN [0BOJILHO TPYAHO OMNpeaenuTb Ha 3Tane NoCTaHOBKM AMarHo3a, MOCKObKY
CUMMTOMbI LUMPOKO BapbMPYHOT U MOFYT CMJTbHO OT/IMYATLCS AaXe BHYTPU OAHOWN CEMbM.

CeMbu paccka3biBaloT:

“PebeHOK YUUTCS MOHMMATb, YTO MOYEMY MpPoUCXOAWT. Pa3BrBaeM MenKyto MOTOPUKY.
OueHb noMoraet nnaHwer.” 1 roag 1 9 mecaues

“He ToponuTe pebeHka. MpoaomkalTe paboTaTk, U Bce Cy4YnTCs B CBOE Bpems.” 9 neT

HaBbikun prrIHOﬁ MOTOPUKHN: YMEHUNE CUAEeTb, ABUIraTbCA, XOAUTb

[eTsaM ¢ 3aaep)KKoV B pasBUTMM YacTo TPYAHO NMEepPEBOPaYMBaTLCS, CUAETb, ABUIATLCS U
XO4WTb. Y HEKOTOPbIX KPYNHasi MOTOpUKA pa3BMBAETCS MO BO3pacTy, HO 60MbLUIMHCTBO
[IETEN HEMHOIO OTCTalOT OT CBEPCTHUKOB. MnafieHLbl C MUKpoaynvKauuen 22q11.2, B
ceMbsix-yuneHax Unigue, Hayuvmnucb nepeBopaymBaTbCs B BO3pacTe OT 5 MecsuesB

[0 nonyTtopa nert (B cpeaHeM B 8 MecsiLEeB); CMAETbL B BO3pacTe OT nosyroga Ao roga

(B cpeaHeM B 8 MecsLEB); ABUraTbCsl, 06bIYHO MOJI3KOM, MHOTAA B MOJIOXKEHUM CMAS UNn
npbbKKamMn — B BO3pacTe OT 7 MecsueB A0 ABYX fIeT n ceMm MecsueB (B cpeaHeM B OAWH
roa v ABa Mecsiua); BCTaBaTb M XOAMTb — B BO3pacTe OT rofa A0 ABYX JIET U BOCbMM
MecsueB (B CPeHEM B rog U CeMb MecsILEB). B MEAMLIMHCKOW IMTEpAType OnucaH ciyyai,
Koraa pebeHoK Hayan XoauTb B 3 rofa, W ABa Ciydasi, Koraa AeTy B TpU C MOJIOBUHOM roaa
N YeTbIpPe rofa v AecsiTb MeCSLUEB XOAUTb He Hayuunuchb. MNoaBMXKHbIE AETU Havanu
NMOAHMMATBLCS MO NIECTHMLE B BO3pacTe OT OAHOro roga v nstm MecsueB A0 Tpex neT (B
cpeaHeM B ABa roga v Tpy Mecsiua) (Mukaddes 2007; Unique).

Benbruickoe nccnegoBaHue nokasasno, Yto y 11 aeTel ¢ 3aaepXkKoi B pasBUTUM CTEMNEHb
3TOW 3aAEPXKKM pasHUTCA. Y HeKOTOpbIX (2 13 11) Bbina nerkas creneHb 3aepXKu,

y Opyrmx — ymepeHHas (8 us 11, Hanpvmep, X0AMTb Hay4naIMCb Noc/e nonyropa feT),

Yy OHOro Manb4ymka — cepbe3Hasi. OH nepectan pa3BMBaTbCS B TPU MOAQ, B LIECTb NIeT
3aMeTuIn yxyaweHus. B ceMb neT oH 6bi1 pa3BuT Mo BO3pacTy rogosasnoro pebeHka. Y Bcex
[eTeii 6binm NpobneMbl C ABUraTesibHbIM annapaToM. Tpoe U3 HUX UCTILITbIBaNM HEGOSbLINE
TPYAHOCTM C MENKOW MOTOPUKOM, ApyrMe — C KpyrHoi MoTopukoli (van Campenhout 2011).
MpY HN3KOM MbILLEYHOM TOHYCe (TMMOTOHMKN) AETU YACTO BbIBALOT BSAbIMM, Y HUX



MOBbILWEHHas MMBKOCTb CYCTaBOB, MO3TOMY OHM MO3XE HAUYMHAKOT ABUraTbCs. Poautenun aByx
nogoneYHblx Unigue 3aMeTunm cnabocTb U HU3KUIA TOHYC MbILL B paiioHe nfey. Y o4Horo
pebeHka AMarHoCcTMpoBaHa AMCMNasus Ta3obeapeHHOro CycTaBa, Npy KOTOPOW CycTaB
copMMpoBaH He A0 KOHUA. B 3TOM ciyvae MOryT HaNoXWUTb LIMHY, OrpaHNYnUTb
NOABMXXHOCTb CyCTaBa MM NPOBECTU OMnepaumio. Y Apyroro Masabumnka TyrornoaByKHOCTb
cyctaBoB pyk u Hor (Liewluck 2011). ¥ Hero aynnnkaumst He «TUNu4Has» —
[OMNOJTHUTENbHBIV hparMeHT reHETUYECKOro MaTepMasa Ha XpOMOCOME HaUYMHAETCS YyTb
paHblUe U UMEET MeHbLUNIA pasMep.

Pogutenn oTMeTUNKM, YTO Ha4aTb ABUraTbCs AETSM NMOMOMIM 0BblYHbIE METOALI: paHHee
neyeHune, dusnyeckas Tepanua n aprotepanus.

“NacdHa He nonsaeT u He xoauT. OHa BecuT Bcero 10,5 Kr, MO3TOMY Mbl HOCMM €€ Ha pyKax
WK BO3UM B Kosisicke. Ceiyac Mbl HauMHAEeM 3HAaKOMUTb €€ C MHBANIMAHBIM KPEC/IOM, NMOTOMY
YTO CKOPO OHa MoWMAET B AETCKMI caj. Y Hac eCcTb BEPTUKANM3ATOP, a B CaauKe OHa
3aHMMAETCS Ha TPeHaxxepe ansa xoabbbl. Takke y Hee eCTb OpTe3bl ANSt FONIEHOCTOMHbIX
cycTaBoB ((hukcaTopbl AN rONEHOCTONOB). [Jouka MtobUT nnaBaTh, KynaTbCs B BaHHE U
urpaTb Ha ynuue. Ei HpaBsATCS NOABMXKHBIE UIPbl, HANPUMEP, KOrAa ee KpyXaT Uin
noabpackiBatoT B Bo3ayx.” 1 roa 9 mecsues

“[lapno OCTOPOXHO X0auT, Hosblue Bcero Nobut 6pocaTtb MAYMK U UrpaTb B aKTUBHbIE
urpbl. ®u3noTepaneBT NMOMOr NePeCcTaTb KOCONAMNUTb, U Tenepb Mbl CTaBUM CTYMHU MPSIMO,
Korga nogHuMaeMmcs no nectHuue.” 3 roga

“Y [abpwansibl eCTb CrieLmanbHas Konscka. M3-3a HeyCcToMuMBOCTM M TPEMOpa OHa CTasa
Mano ABUraThbCs. PaHblue el HpaBUNOCh KaTaTbCs C FOPKM, KayaTbCsl Ha Kavensix, urpaTb

B Ma4uK.” 3 rona

“SleH caM XoauT, NOCTosiHHO BeraeT. Celyac y Hero HeT npobriem ¢ aBwkeHneM. OH
YMEET MOoYTU BCE, YTO YMEIOT APYrne AETU, HO eMy HYXXHO 60/bLIE BPEMEHU, YEM
CBEPCTHMKAaM, 0COBEHHO MIOX0 MOJyYaeTCs Nla3nTb, HAaNpUMeEP, Mo NepekiagnHaM.

Ha Benocvneae oH kaTaeTcsl TObKO C Hallel MOMOLLbIO, MOTOMY YTO €My He XBaTaeT CUJI
KPyTWTb Neaanu. SUAeHy HpaBWUTCSl UrpaTb HA AETCKOW MOWAAKE, pbibaunTb, XOAUTb

B NMOXOAbI, — tobble aKTUBHbIE pa3BrieyeHus], rae HyXKHO MHOMo ABuratbes.” 4 roga
“PaHblLUe KeHapa noaBonakvBana IEBYHO HOTY, HO Ceryac XoauT ropasao nydiue. CTonbl
JI0 cuX nop 6ecrnokosT, y Hee pubpoMmuanrus, No3ToMy el 6biBaeT 60/1IbHO XOANUTb. Mbl
HOCW/IN OpTEe3bl A/1S FOSIEHOCTOMHBIX CYCTaBOB. Bosblue BCero noMOrio To, YTO Mbl HaYasu
NeYyeHne C paHHero Bo3pacta.” 4 roaa

“Ckall He XOaMT, a MO/3aEeT Ha YeTBEPEHbKAX. Y Hee ecTb AETCKMUE XOAYHKM,
BepTUKanu3aTop, 6aHaaxun Ans Hor, Tenexka C Kybukamu n crneumnanbHble 60TUHKK, YTOObI
OHa nepecTtana BbiTArMBaTb Hocoukn.” 4 roga 10 MecsLeB

“Cochm xoauT caMa, 6e3 NoAAePKKM, e HPaBUTCA BpocaTb U NUHATb MAYUK, 6eraTh,
KaTaTbCa Ha Benocunege u camokare.” 5 net

Y 3aBapaa OYeHb MIIOXO C KOOPAMHALMEN. Y HEro ecTb 60/1bLION MY, Ha KOTOPOM OH
CUAWT [OMA, a B LUKOJE — CTY/1 C MOASIOKOTHUKAMM U MOAHOXKKOW, Elle Macca)Has!
6anaHcmMpoBoYHas noayLika. bonblue Bcero eMy HpaBuTCS MnaBaTb, 6erats BO ABOpE U
KayaTbCs Ha Kayvensix. Mblwubl 6bICTPO YCTaloT, MOSTOMY OH YacTO NIEXMWT UM Ha YTO-TO
obnokaumsaetcs.” 9 net

“[Hrowya ABUraeTcsl HOpMasbHO, HO MHOrAa bbiBaeT HeyKMoXUM. EMy HpaBuTcs
3aHMMaTbCs CNopToM. OH UrpaeT B KpUKeT 1 yTbon, 3aHMMaEeTCs CMOPTMBHBLIM NaBaHNEM
M y4yacTBYeT B CMOPTMBHbIX MeponpusTusx «CrneunansHo OnMMnvaabi».



okono 13 net

Elle OH nonyuunn 3010Tyt0 Medarnb B HALMOHANbHOM 3ansbise.”
“M>xowya urpaeT B yTHoN B CNOPTUBHOW OpraHu3auum Ans Aeten

C OrpaHyYeHHbIMK BO3MOXHOCTSAMU. [laxke cTan HacTaBHUKOM

B 611aroTBOpUTENBbHON NMporpamMMe 1 MoMoran y4uTbCst MaaLwnMm
pebsitaM. OH 6bin Ha NapanMMNUIACKUX Urpax B MaH4ecTepe, a Ckopo
noeaet B JIOHAOH. Ham NoMoraM 1 NoMoratoT OYeHb, O4eHb MHOTO
ntoaen. HecMoTpsi Ha HECKOHYaeMble TPYAHOCTU, C KOTOPbIMU HaM
MPULLIOCH CTOSIKHYTBCS, [DroLlya yunTcs, pa3BmBaeTcs 1 gobusaeTcs
ycnexos.” 13 net

HaBblkn MesIkO MOTOPUKH

HekoTopble AeTW cBOGOAHO ABUratOT pykaMu, HO eCTb U Te, KTO
[10/1blLE YYUTCA LeNIEHANPaBEHHO UCMO/Ib30BaTb PyKu M
KOOPAMHMPOBATb ABWXKEHUS! PYK M rMa3. Bo3MoxkHasi npuunHa —
3alepXKKa B pa3BUTUM, HU3KMI MbILLEYHBIN TOHYC M crabble CycTaBbl.
Y KaX0ro TPETbEro uneHa Unigue AnCcrpakcusi, npy KOTOpoW
HapYLLAEeTCs KOOPAMHALMS ABYDKEHWI. [IeTV C AnCnpaKcmen nosxe
HaYMHAIOT MrpaTh C Urpylukamu, 6patb, yaepxueatb 1 6pocatb
npeaMeThl, MO3XKe y4aTCs CaMOCTOSTENLHO eCTb U AepXaTb B pyke
KapaHaaw. B Takux cnydasix moOMOraeT aprotepanusi U urposast
Tepanwsl.

“MachHa rnoka He yMeeT yaep>XMBaTb NpeaMeTbl AByMs nanbuamu. OHa
TONbKO HeAABHO Hayumnack 6paTh JIOXKY B KynaK v MNOAHOCUTL ee

ko pTy.” 1 rog, 9 mecsueB

“[lapuno Noka M/I0X0 eCT CaM: y HEro He Mosy4aeTcs AepXaTb JIOKKY U
yawky.” 3 roga

“Menkas MoTopvka Y abpuannbl passuBanacb HOpManabHO, HO
HeaBHO Havasncs TPeEMOp, ApoXaT pyku.” 3 roaa

““PaHblLie D1IEH OYeHb CUMBbHO @B/ Ha KapaHaall, Koraa
packpaluMBas, a HeAaBHO MHE CKasasv, YTO OH C/IMLIKOM cnabo
HaXknmaet, korga nuwet 6ykebl. OH 6e3 npobnem 6epeT Bewm B pyku,
N faxke KapaHAall AepXXUT NpaBuiibHO, HO NMMUCaTb eMy Tshkesno. YTobbl
HanucaTb Bce BykBbl andaBuTa, yxoamT 6onblue Yaca. Eule cnoxHo
Bblpe3aTb HOXHMLLAMM M 3acTervBaTh Nyrosuubl.” 4 roga

“Ckali NMOCTOSIHHO LIEBENIUT MasbLiaMm, MOXET 6paTh B PYKM
60MbILIMHCTBO NpeaMeToB. OHa He YMEET eCTb JIOXKKOM, 3aTO
nosly4YaeTcst NOAHUMATb KYCOUKM eabl. PrcoBaTb M ucaTb Noka He
ymeeT.” 4 roga 10 MecsiLeB

“Cou Aep>XUT KapaHaall B Kynake U pUCYeT Moka TONbKO Kapakynu.”
5 ner

“SpBapa en pykamu [0 YeTbipex NIET, Y HEero A0 CMX Mop njioxo
pasBuTa Mefikasi MoTopuka.” 9 net

“Y 3nu1coH cnabble pyku, OHa BbICTPO YCTaeT, Koraa Hy>HO MHOMO
nucatb.” 12 net

“IIxoLlya HEHaBUAWT NMCaTb U BCEMW CUNAMM CTapaeTcsl 3TOro
nsberatb. Y HEro ectb HOyTOYK, HO, KOra OH YCTaeT, NeyaTaeT Toxe
HeyKJItoXKe. PaHblLE OH e/ 04eHb HeaKKypaTHO, celivac yMeeT



MoJib30BaTbCs HOXOM M BUNKON.” 13 neT

CoBeTbl ponmeneﬁ: I'IOCTapaﬁTer, yTObbI AETU KaK MOXKHO Yalle e/l CaMOCTOSTE/bHO.

Yxogn 3a co6oit

M3-3a cnabo pasBMTOW MENKOM MOTOPUKM AETU AONFOE BPEMSI HE MOTYT OAEBATLCS U MbIThCS!
caMoCTosITe/IbHO. TakKe 3a4acTyto 3aTArMBaeTCsl MNPOLECC NPUyYeHns pebeHKa K ropLUKY,
Y HEKOTOPbIX AETEN AOBOJIbHO CUJILHO.

“Ceitvyac [lacdbHa HMYero He MOXKeT aenatb 6e3 nomolum. Koraa Mbl ee ofieBaeM, OHa
«MOMOraeT», NMPOCOBLIBAET PyKU B pykaBa. [paBoit pyKoi nonydyaeTcs fyylle, YeM 1eBoin.”
1 rog v 9 mecsues

“[lap1o yMEET CaMOCTOATENbHO CHUMAaTb 06YBb, HOCKM M LWITaHbl, MbITb PyKU. B TyaneT noka
caMm He xoguT. ” 3 roga

“rabpwuanna He NObUT BOAY, HO MOXET CaMa MbITbCSl U YUCTUTL 3yObl, €l 3TO HpaBUTCS.
HeMHOro ofeBaeTcs, HO C rOpLUKOM Yy Hac MoKa CrioXHocTh.” 3 roga

“Kainu nbiTaeTcs NoMoraTh, KOrAa Mbl €e O[IEBAEM WU pa3fieBaeM: OHa cama yMeeT
CHMMaTb BEPXHIOK oaexay, 06yBb, LWTaHbl U HOCKM. OHa KyMaeTcsl B BaHHOW, yMeeT
BbITUPATb PyKM candetkamu. B Tyanet noka He xoaut.” 4 roga

“KeHzpa AocTaTo4yHO camocTosiTeNlbHa. OHa CTapaeTcsl oAeBaTbCs CaMa, XOTsl MHOrAa el
Hy>Ha romoLb. OHa YMEET MbITb PYKW, XOAUT B TyaNeT AHEM U BCTAET HOYbIO C Tpex neT.”
4 roga

“Sli0eH HUKAK HE MOXKET MOAPY>KUTLCS C FOPLUKOM. TOJIbKO HaM KaXKeTCsl, UTo BCe
MONYYMIIOCh, KaK NMPUXOAUTCS HAUMHATb CHadana. HanpuMep, B TpU 1 B YeTbIpe roaa Mbl
MOYTY HayYMSIM €0 XOAUTb MO-MaNIEHbKOMY, HO B UTOre OH 3abbiBas XOAWUTb B TYaneT, a
celnyac OH 1 AHs He MOXET MpoXoauTb B cyxol oaexae. OH yMeeT ofeBaThbCsl caM, HO
oYeHb A0/r0. MMbITAeTCs MbITLCS C HaLLIE NOMOLLbIO. EMy He HpaBWTCs, Koraa Ha nvuo
nonaziaeT BoAa, NMos3TOMy rosioBy OH He MOeT. OH MOHMMAET, KakK XOAWUTb Ha rOpLUOK, yMeeT
CHMMaTb U HaAeBaTb LWTaHbl U Tak Aanee. Ho BbITMPATbCS CaM He YMEET, U No-60/bLLoMy
He xoanT. OH BoUTCS OCTaBaTbCsl B BAHHOM OAMH, MO3TOMY He MOWAET TyAa, €C/iM TaM
HMKoro HeT.” 4 roga, 8 mMecsues

“Ha Houb Mbl HapeBaeM Cocu NoAry3HUK, M eI paHbLue BCe 6bi710 B Nopsake, TO Tenepb
OH CHOBaA HarosiHeH K yTpy. OaeBaeTtcs M 06yBaeTCsl OHa TOJbKO C Hallel noMoLlbto.” 5 net
“[1o NATU-LLeCT NeT DABapA He yMen Aenatb caM NnoyTu Huyero. OH BCe elle C TPyAOM
CMpaBIISIETCS C HOCKaMM 1 06YBbIO, HE YMEET 3aBA3bIBaTh LWHYPKK. C YETbIPEX C MOSIOBUHOW
NET OH XOAWT Ha ropLUOK, HO MOKa TOMbKo AHEM.” 9 neT

“Bce nenaet caMa, B TyaNeT XoauUT € nonyTopa net.” 12 net

“[>xoLuya noYTH CO BCEM CMPAaBSIETCS, HO €My HYXXHO, YTOObI oaexay Bbibpanu n
pasnoXxunu 3apaHee. Elle npocuT ero npuyecatb. MIHOrAa He NpockiNaeTcsa B Tyanet

MO HOYaM, HO Celyac BCE HAMHOTO /ydllie, YeM paHblLue.” 13 neT

ObyueHune

WHoraa aetsimM ¢ Mukpogynnukaumei 22q11.2 HyxHO 605bLUe BHUMAHUS 1 MOMOLLM

B 0byuyeHuu, Yem aetsm 6e3 aynnvkaumn. OfHaKo MHOrME B3pOCsible U AETY C AynvKaumei
HEe UCTbITLIBAIOT KaKMX-MBO orpaHUyYeHnin unmn npobneM ¢ obyyeHreM. HekoTtopele yyaTcs
BblLLIE CPEAHErO M OKaHUYMBAOT YHUBEPCUTETLI. Benbruiickoe nccnefoBaHve nokasasno, Yto
y 4 3 11 peTelt NPaKTUYECKN HOPMasibHble YMCTBEHHbIE CMIOCOBHOCTU. TPoe U3 HKUX yyaTcst
B 0ObIYHbIX LWKONAX U MOAyYaloT AONONHUTENbHYIO NOAAEPXKY (Hanpumep, us-3a npobnem
co ciyxom). LLlectepo noceluatoT crneumanbHble LWKOSbI AN AETEN C UHTENIEKTYanbHOM
HegocTaTovHocTbto (van Campenhout 2011).



XoTs cTaTuCTUKa BrItoYaeT yxe 6onee 100 yenosek, MHGOpMaLmm
C/IULIKOM Maso, YTobbl FOBOPUTL O TOM, YTO TPYAHOCTU B 06y4eHun
CBsI3aHbl MMEHHO C Aynnukauuei. M3BecTHO, YTo cTeneHb TpyaHOCTewW

B 06yueHUM MOXET 6bITb abCoNOTHO pa3Hoi. C OAHOW CTOPOHLI, eCTb
[leTW, KOTOpbIM TPEBYETCS MUHUMYM [JOMOJSTHUTENBHON NOMOLLY

B 06L1e0bpa3oBaTesibHOM LKoNe. BrocneacTsum OHW NpPoOAOMHKAOT BECTU
MOJTHOLIEHHYIO TPYAOBYIO AeATeNbHOCTb. C APYrov CTOPOHSI, €CTb Te, KTO
UCMbITbIBAET Cepbe3Hble TPYAHOCTU. Takme pasnmuns 3aTpyaHsoT
NPOrHO31poBaHwue crnocobHocTeln pebeHka k obydeHuto. [laxe yneHb
O[IHOW CeMbM C MMKpoaynukaumen 22q11.2 obnaaatoT CoBepLUEHHO
pa3Hol CNOCOBHOCTBIO K 0BYYEHWIO.

B paMkax paboTbl Unigue BbiiBNEHO 60bLUE NOAEN, UMEIOLLUX
TPYyAHOCTU B 0BYUYEHMU, YEM OMMCAHO B MEAMLIMHCKON nutepaTtype. 310
HE0HX0AMMO NMOHMMATL A1 O3HAKOMJIEHUS C NPUBEAEHHBIM HUXKE OMbITOM
cemeM.

3 roga “rabpuranna pasBuTa Mo YpoBHIO ABYXSeTHEro pebeHka. OHa nobut
[lenaTb YTO-TO PyKaMu, HanpuMep, cobmpaTb nassbl. YMEET pUcoBaTh
kpyrn.” 3 roga

“Y [lapno ypoBeHb pa3BuTHs kak y pebeHka nosyTopa net. EMy HpaBuTCst My3blka, OH
y3HaeT necHW. Moka He YMTaeT, HO YMeeT pucoBaThb kapakyin.” 3 roga

“Y Kainm HeT 6onblunx TpyAHOCTEN B 0BydeHnn. Y Hee Hersoxas naMsiTb, el HpaBsTCs
KHUIMM, U OHa MOXET Ha3blBaTb, YTO B HWUX HapMcoBaHO. OHa MOXET HAapPMCOBATb JIULIO 1
Kpyr, a elle Hanucatb K, 3T0 3HaumT «Kainu». OHa XoauT B 0ObIYHbIA AETCKUN Caf,

B rpynny ZeTei cBoero Bo3pacTta. Ei nonaraetca 15 YacoB AOMONHUTENBHOW NOAAEPXKKM,
C Hell 3aHMMaloTCs KaXXabln AeHb.” 4 roaa

“Y KeHapbl HE3HaYUTEIbHblE TPYAHOCTM B 06y4eHnn. Eil oueHb HpaBuTCS M3y4yaTb
3MEKTPOHWKY, 1 OHA IOBOJIbHO XOPOLLO B Hel pasbupaetcs. OHa puUcyeT ynblbatoLimecs
nvua. KeHapa B MOArOTOBUTENBHOM KJacce AJ1st AeTeN C OrpaHUYEHHbIMM BO3MOXHOCTSIMY,
YUUTENS 3aHUMAIOTCS C HEM Bechb AeHb.” 4 roaa

“B LuKOsIe DAEH CUIbHO OMEPEXAET CBOMX OAHOMOAOK. Y HEro NMpeKpacHasi NaMsiTb, OH
XOPOLLO PUCYET: NtOAEN, CLIEHKM, NeN3axu, XKMBOTHLIX (0COBEHHO eMy HPaBWTCSl PUCOBaTb
XKYKOB) 1 Tak aanee. OH MOXET pa3bopumnBo NMcaTb HEKOTOpPbIE BYKBbI, HO He Bceraa:
MHOrA@ ero UMs Nosly4aeTcsl KpacuBo, @ MHOr4a CoBepLUEHHO Hepa3bopumeo. MNoka yYTo
MHOTMe C/I0Ba OH HE MOXXET YMUTaTb CaM, 1 BOObLLE YnTaTb HE 0CO60 MOUT, HO MHOTAA eMy
HpaBWTCSl, Koraa s unTato emy BciyX. OH XoAuT B 06bIYHbIV KIacC rocyAapCTBEHHOW
noAroToBUTENbHOM LiKoMbl Head Start. Y Hac ecTb ThIOTOP, KOTOPLIV CNEANUT 3a TEM, KaK
pasBuBaeTcs diiaeH.” 4 roaa, 8 MecsleB

“Celtuac Coyu CHIbHO OTCTAEeT OT CBEPCTHMKOB. OHa XOPOLLIO MOMHUT pacropsiaoK AHS,
pacrnmcaHne 3aHaTUIA. 3aroMMHAET, YTO M NMoYeMy ee paccTponso. OHa BCe €llle He yMeeT
ynTaTh, MNUCaTb U PUCOBATb KOHKPETHbIE OUrypbl. Mbl XOAMM B 06bIYHYO WKOMY, HO ¢ Codu
MOCTOSIHHO 3aHMMaeTcs ThtoTop.” 5 net

““Bpauu roBOpsIT, YTO Y SABapAa CEPbE3HbIE TPYAHOCTU C 06yYEHMEM, HO HaM KaXKeTCs, UTo
yMepeHHble. Celfyac oH Ha noc/ieiHEM YPOBHE MOArOTOBUTENBLHOTO 06yUeHMs!, CKOPO
HaYHET YUYnTbCs MO 06LLe06pa30BaTeNbHONM NPOrpaMMe. Y HEro XOpPOLLO MoJTyHaroTCcs
MaTeMaTyka U MHGOPMATHKA, OH YMEET CKIafblBaThb YMcia A0 ABaaUaTh. C UTEHWEM XyXe,
XOTSl OH MOXET Y3HaTb GYKBbl U 3HAKOMbIE C/I0BA. YMEET PUCOBaTh YESIOBEYKOB 1 XKMBOTHbIX
¥ MUcaTb NpoCTble C/IoBa (CBOE UMsI, MaMa, Marna), — 3TO MPUMEPHbI YPOBEHb YETHIPEX
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neT. Y DaBapaa oTanYHash namsiTb, 0CO6eHHO Ha nvua u Mecta. OH NobUT KapThl, Uy Hero
MoSTly4aeTcs N0 HAM OPUEHTUPOBATLCS, OH He NMOTEPSETCS B HE3HAKOMOM MeCTe, HarnpuMmep,
B 300napke. TpyaHOCT B 06y4eHun Havyanucb, korga dasapay 6bino Tpu roga. OH yuutcs
B Knacce ¢ 06bIYHbIMN AETbMU, FAe C HUM MOCTOSIHHO 3aHUMaeTCs ThioTop.” 9 ner

“Y 3NUCOH TPYAHOCTU B 06YYEHUM, KOTHUTUBHbIE HapyLleHns u aucnekcusi. C 0NrocpoYHON
M KPaTKOCPOYHOW NMamsTbio BCe B nopsake. OHa yumuTcsl B 06bIYHOM LLKOSIE MO yYebHMKaM
[ns pebsiT Ha 3—4 roga Mnajue, el BbiAEUAN ThOTOpa U UCMONb3YHOT BCMIOMOraTe bHbIE
TexHonorun.” 12 net

“y [bxollya HapyLleHusi 3peHunst U Cryxa, eMy TpyAHO roBOpUTb M 3anoMuHaTh. ObLuaertcs
OH XOPOLLIO, Y HEr0 MHOIO Apy3eK, NO3TOMY YYuTCS B 0ObIYHON LKone. Ho uuTaTh, Nncatb U
pasroBapuBaTb €My CNOXHO. NaMsATb — oTAenbHas npobnema, OH OYeHb A0Nr0 BCOMUHAET
HY>XHbI OTBET, MHOMZA 3TO C/lyYaeTcst Yepe3 napy Heaesb. OYeHb NepexunBaeT, Koraa ero
YTO-TO CrpalwmBatoT. Lndpbl HpaBaTcs, a 6ykBbl AAOTCH O4YeHb THKENO. YnMTaTb U NucaTb
Mbl Hay4unnch B BoceMb. Ceitvac eMy 13, U OH yMeeT NncaTb U pUCOBaTb, HO KaXabll pa3
KanpusHWYaeT, U B UTOre MULLIET COBCEM YyTb-YyTb.”

“Ceiyac [xoLuya nosioXKeHo rnosiydatb 15 4acoB noaaepXku B 06yYeHUM, HO ThIOTOP
3aHMMaeTCs € H1M 25. Mo aHrInNCKon cucteMe ero 6asoBble KOrHUTUBHbBIE HaBbIKYM
oueHvBatoTcsl Ha C («TpoVika»), HO YTEHME U MpaBoMnMCcaHUe OLeHMBAOTCS HUuxe.” 13 net
“B petctBe y Cbto3aH 6blv TPYAHOCTM B 0BYYEHMM, MOSTOMY OHA yumach Nno creumanbHom
nporpamMMe B MHK/IO3UBHOM KJlacce. ENi Bbls1o TsHKeno YntaTh, NncaTb, U OHa COBCEM

He NMoHMMana mateMaTuky. Camble BbICOKME OLEHKM y Hee 6binm B 11-M knacce, TO eCTb

B 16—17 net.” B3pocnas

““OH yunncst B 06bI4YHOW CpefHelt LWKOoMe, HO MO UHAMBMAYaSIbHOW NMporpamMMe, U eMy HyXXHa
6bls1a MOMOLLb C YTEHMEM U MUCbMOM. MOC/E OKOHYAHMS LLIKOSbI HATAE He YUUIICS, U ceidac
paboTaeT K1afoBLUMKOM Ha chabpyke no NPOM3BOACTBY MAMTKM.” B3POC/bIv

“B wwkone Mayna MeArieHHO OCBavBasia MaTepuan, U el TSHXKeNo AaBasnCh YTEHME U
npasonucaHue. OHa C TpyAOM nucana CBoe MM, nyTana 6ykBbl MECTaMWU. DK3aMeHbI

B CTapLUei LKoNe cAaBasa B afanTupoBaHHoON dopme.” B3pocnas

Y10 nomoraert gersam B 06yueHun?

3 roga: K NyywuM pesynsTataM NpuBOAUT MHAMBUAYANbHOE 0by4YeHme; MoMOraeT noxsana.

4 ropa: noxsana.

4 ropga: YeTkMe Lenu, BcroMoraTesbHbI MeToa 06uieHust Signalong, nNpu KOTOPOM

K/llo4eBble C/I0Ba COMPOBOXAAIOTCS XKEeCTaMu.

4 roga: orpoMHoe TeprieHne, O4eHb MHOTO MOBTOPEHWIA.

5 NeT: Hal LWKOJIbHbIN KOHCY/IbTaHT 06paTuiCs B CieLMasibHyIO LLKOJTY, rae ecTb

nporpamMma oby4yeHus ans AeTen ¢ CMHAPOMOM [layHa, A0YKe OHa nogoluna.

9 net: cobcrBeHHble ycnexu. CbiHy HPAaBUTCS, KOrAa y Hero Yto-Tto nonyyaercs. OH oYeHb

YNpsIMbIi, NO3TOMY, YTO6bl YUUTLCS, OH AODKEH BbITb B HACTPOEHWM. Jlyulle BCEro

BOCMPVHUMAET MHGPOPMaLMIO 3pUTENBHO MM Ha OLLyMb, a He BepbasnbHo.

12 net: nHamBmayansHoe obyyeHue.

13 net: nobuT, Korga ero xBanaT, KOr4a B LWKOSe CTaBAT Xopolume oueHku. CoctaBun

CMMCOK Lenei. Bceraa noMorano UHAMBMAyabHOe 06yYeHne U CUCTeMa MOOLLPEHMIA.
Peub

Y HeKoTOpbIX AeTeN ¢ MUKpoAynMKaumei 22q11.2 peyb pasBuBaeTcs kak 06bl4HO. OaHaKo
nHoraa pebeHoK He roBOPUT, U 3TO MOXET 6bITb OAHWUM U3 NEPBbIX BAXHbIX MPU3HAKOB
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60nee cepbe3HbIX OTKIOHEHUI. DTO MOXET ObiTb 3a/iepXxka TONbKO PeYeBOro passuTus, a
MOXET — W pa3BUTUSA APYrnX HaBbIKOB. Y MHOMMX UYNeHOB Unigue pa3Butue peum
3alepXXmBanocb CUbHEE BCEro.

Y peten, o6cnefoBaHHbIX Fpynnov Unigue, OCHOBHbIE 3Tarbl Pa3BUTMSI peYM HacTynanm
ro3Xe: B CPeHEM [IETU HAYMHANM YIblbaTbCs B YeTbipe Mecaua (OT WEeCTU Heaesb

[10 AIEBATM MECALEB), NeneTaTth B rof (0T YeTbIPEX MECALIEB A0 ABYX JIET), U FOBOPUTb
rnepBble C/I0Ba NPUMEPHO B rof U NATb MecsLEB (Cpeaum TeX, KTO Y)Ke rOBOpUT, B Nepuoa
OT YEThIPEX MECALIEB [10 ABYX C MOSIOBUHOM NIET).

YacTo BCTpeyatoTcs TPyAHOCTM C BOCMPOM3BEAEHUEM Ppeyn, HO ANarHo3 HEBHO-rNoTovHas

HepocTaToyHocTb (HIH) (cM. cTp. 9) noctaBunm TobKO 0AHOMY pebeHKy. B MeanumHckom

nuTepaType YNoMUHAIOTCS C/lydan rHYCaBOCTW, OAHAKO Y YneHoB Unigue ee HeT. Moyt Bce

pOAWTENN CHUTAIOT, YTO HayaTb 0BLAaTLCA AeTSM noMorna paboTa ¢ loroneaom.

“[lacbHa B OCHOBHOM 06L1@eTcs 3ByKaMu. MHe KaXXeTCsl, OHa YTO-TO NMOHUMAET: MHOrAa AaeT

HaM «NATb», pagyeTcs, KOraa ee 30ByT KyrnaTbCs, U Tak aanee. OHa roBOpuT «MaMma», Ho,

ZyMalo, MoKa He MOHMMAET, YUTO 3TO 3HauuT. OCBOEeHME A3blka MAET nnoxo.” 1 roa u

9 mecsueB
“[lapuo He roBOPWT, MO3TOMY Mbl UCMOJb3yeM KapTO4KM
C KapTUHKaMu. YTobbl 06LaTLCS C HAaMK1, OH UCMOSb3YET
YKECTOBBbIN 5I3bIK, XECTbI 1 3BYyKW. OH MI0X0
BbIrOBapu1BaeT C/10Ba M3-3a pacllienunHbl Heba, HO
noHMMaeT 60osblle, YEM MOXET CKasaTb.
PaccTpaunBaeTcs, Koraa Mbl HE MOHMMAEM, YTO OH XOYeT,
1 ynblbaeTcs, Koraa noHuMaem.” 3 roaa

“Y Mabpuannbl yMepeHHasi 3aepXXKa pe4yeBoro
pa3BuTHsl. BocnpuHMMaTh peYb el NpoLue, Yem
BOCMPOM3BOANTb, HO HEZJaBHO C 3TUM CTasio XyXe,
CJIOXKHEE YTO-TO BCMOMHUTL. YT06bI 06LaThCs, OHa
UCMOJb3YET TOJ10C, XKECTbI, NHOMJa XXECTOBbIN A3bIK, @
eue dpasbl — 06bIMHO M3 OAHOrO-TPEX C/I0B, HO HbbiBaeT
N 13 YyeTblpex-naTu.” 3 roga

“Beiiny ToNbKO Hayas BbiroBapyBaTb HECKOJIbKO CJIOB,
NMPUMEPHO Ha YpOBHE ABYXNeTHero pebeHka. Korga oH
4ero-To XOYET, FOBOPUT OZHO C/IOBO WM NMOKa3biBaeT
nanbLleM. B 0CHOBHOM OH FOBOPUT MPOCTbIE CIOBaA:
«MaMa», «HSHS», «MUTb», «Cblp». OH NMOHMMAET NPOCTblE MPOCLObI, XOPOLUO BbIrOBap1BaeT
Bce 3Byku, HMH HeT.” 3 roga u 6 MecsueB
“Ta)xenee Bcero Kalnu gaeanacb peyb. B Tpy roga oHa Moria roBopuTb NMPUMEPHO AECATb
C/I0B, HO A@Xe WX He Ucrosb3oBasa. MNpekpacHo noHMMana pedb. Celtyac roBopuT, 06bIMHO
(bpazamu 13 ABYX-TPEX C/I0B, HO MHOTAA MCMOJIb3YET XKECTOBLIN A3bIK. Y Hee He Bceraa
MoNy4aeTcst pasbopumBo, U el TSXKENO [IAtTCA HEKOTOPbIE 3BYKM, Hanpumep [r] v [T]. XoTs
HEBHO-TTOTOYHON HEIOCTAaTOUYHOCTU Y Hee HeT.” 4 roja
Y KeHapbl 60/blUas 3aaepXKka B OCBOEHUM Si3blKa M PasBUTUM PEYM, HO CEMYAC OHa YXKe
MOXKET FOBOPUTb NMPEASIOKEHUS 13 TPEX C/IOB U MUCMOJIb30BATh XKECTOBLIN A3bIK. OHa
BrepBble Y/bIOHYy1ack, koraa en 6bl1o ABa Mecsua, 3aneneTana B YeTbipe Mecsila, Nepeoe
CNoBO — «Marna» — ckasana B nonroaa. MHoraa Kenapa roBopuT, Aaxke koraa
He MOHMMAET, YTO NMPOMCXOAUT BOKPYr. BMecTo MHormx 6ykB nonydaercs «c».” 4 roga

Y JiiaeHa 3aepXXKa PasBUTUS peumn, 0COBEHHO eMy CIIOXKHO CITyLLATb M MOHMMATb.

9 ner
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FOBOPWTb NOJTyYAETCS XOPOLLO. Y HEro Takke eCcTb Npobnembl C apTUKynsumen n HebHo-
rNOTOYHAst HeOCTaTOYMHOCTL.” 4 rofa, 8 Mecsues

“Ckall He roOBOPUT, HO YMEET MNoKa3saTb, Yero xodeT. Koraa nporonofaeTcsl, CoHseTcs

MO KyXHe UM CMOTPUT, Kak Mbl eamM. Korga ycTaeT, MOXET YCHYTb NpsIMO TaM, r4e CTOuT,
WK HaYMHAET Kanpu3HuyaTb. Koe-4Tto NOHUMAET: ecnin 9 NpoLLy ee 0bHATbCS, KnaaeT
rofioBy MHe Ha nne4vo.” 4 roga, 10 mecsues

“Y Cocw pa3uTHe peun 3aaepxmBaeTcsa Ha 2—2,5 roga. OHa 3HaeT HECKOJIbKO CJI0B U
yMeeT COCTaBNsATb UX HWUX dpa3bl B 2—3 cnosa. ECnn He MOXET cKka3aTb, NMoKasbiBaeT
nanbLeM. He ymeeT NpousHOCKUTL Mex3yOHbIl th, BMEcTo Hero nonydaetcsa [A].” 5 net
“PaHblue DaBapA NIoxo Bnagesn A3blkOM U peybto, HO Tenepb BMOJSIHE HOPMabHO FOBOPUT.
BocnpuHiMaTh pedb noslydaeTcs nydile, YeM BOCNpon3BoauTb. OH 0 CUX MOP MIoX0o
BbIFOBapMBaEeT HeKOTOopble 3BYKkWU, 0cobeHHO [c], [db], [Ww] 1 Mex3y6Hbiii th. NHoraa roopuTt
YyBEPEHHO, @ MHOrAa NpOCTo neneveT. HegaBHO Havan 3aaBaTh NPOCTbIE BOMPOCH,
Hanpumep, «4To Aenaewb?».” 9 net

““PaHblLIEe DNMNCOH 6bISI0 CNOXHO 0bLaThcs. Celtuac oHa roBopuT 6erno, HO MHoraa
6eccBsI3HO, MOTOMY YTO MyTAET C/I0Ba MeCTaMu. E MOCTaBUAM HapyLIEHWe ClTyXOBOrO
BOCMPUSITUSI, HO OHa MOHMMAET abcoMoTHO BCe. HEBHO-TOTOYHOWM HEAOCTaTOYHOCTM HET,
HO eCTb anpakcusi, NOSTOMY HEKOTOpble 3BYKM He mony4arotcs.” 12 net

“Ixolya obLiaeTcs 0AHOCNIOXHO, HO, eC/IM Hado, MOXET CKa3aTb U 2—3 cnoBa. OH XOpoLLOo
MOHMMAET $I3blK, HO CAMOMY FOBOPUTb EMY CIIOXHO.” 13 net

“He BCeraa NOMHUT Hy>XXHbIE C/I0Ba, NyTaeT UX NOPSAOK, BbIrOBapuBaeT He BCe 3ByKu.”
B3pOC/IbIN

MoBepnexHune

Moka HesICHO, BbI3bIBAET I MUKPOAYMMKaumus 22q11.2 KakmMe-To KOHKpeTHbIe 0COB6eHHOCTH
noseaeHus. Mo AaHHbIM Unigue, NETV C TaKoN 0COBEHHOCTLIO 0BLIYHO I0BOJILHO
obwurensHbl. Ecnv npobnembl M BO3HMKAOT, TO B OCHOBHOM OHU CBSI3aHbl C aKTUBHOCTbLIO
(rMNepaKkTMBHOCTbIO), CAMOKOHTPOJIEM, MPOSIBMIEHWUSIMU arpeccuu, KOHLEHTpaumei
BHUMaHUs. AyTU3M ANArHOCTUPYIOT OYEHb PEAKO, HO ayTUYHbIE YepTbl, HAaNpuMep, CTporoe
cnefoBaHue pacropsiaKy AHS, nNposiBstoTcs Yale. Cpean apyrmx npobnem — He3penocTb,
TPEBOXHOCTb M HapyLleHne KOHTPoNs Haa uMmnynscamun. Ecnn noseaeHveckas Tepanus

He JaeT pe3ynbTaToB, Kak Npasuio, MOMOraeT MeauKaMeHTO3Hoe fleyeHune. Yalle Bcero

B TaKuX Cly4asx UCMonb3yeTcs MeTundeHmaar.

B MeamumMHcKoN nuTepaType 3adyKCpoBaHbl Clydaun, Korha AeTi ¢ MUKPOAYNMKaumeit
22q11.2 oTAM4anncb HeObbIYHBLIM noBeaeHneM. OHKM 3aTparnBatoT NNLLb HE3HAYMTENBHOE
MEHbLUMHCTBO, OAHAKO 0AMH yyeHbil (Wentzel 2008) 06Hapy»Xun paccTpOMCTBO NOBEAEHUS
B MOJIOBMHE BCEX OMYy6IMKOBaHHBIX McCneaoBaHMi. K 3TM paccTpoicTBaM OTHOCST ayTM3M
(Hassed 2004; Mukkades 2007; Ramelli 2008), 06ceccBHO-KOMMNY/IbCUBHOE PacCTPONCTBO U
cuHapoM TypeTTa — COCTOSIHUE, MPY KOTOPOM YenoBEK HEOCO3HAHHO MOBTOPSIET ABWDKEHNS
unm 3Byku (Clarke 2009). ipyrve nccnegoBatenn 06Hapy>Xunm arpeccuto 1 HapyLieHns
MMMYSIbCHOMO KOHTPOS B CEMM Crlyyasix U3 67, B TOM YUC/IE Y OTL@ M ABYX €r0 CbIHOBEW
(Ensenauer 2003; Yobb 2005; Courtens 2008; Yu 2008), runepakTMBHOCTb C pacCEAHHbIM
BHUMaHueM n 6e3 B 20 cnyvasix us 78 (Ensenauer 2003; Beiraghi 2004; Somerville 2004; Ou
2008; Ramelli 2008; van Campenhout 2011), ncuxuyeckme paccTpoicTsa, B TOM Yncne
[enpeccuio 1 TPEBOXHOCTb B Tpex cnyyasx u3 78 (Ensenauer 2003; Beiraghi 2004; Yobb
2005; Wentzel 2008; van Campenhout 2011) u HeHa3BaHHble NpobneMbl eLle y WecTu
B3pocnbIx U aeteii (Portnoi 2005; Ou 2008; Yu 2008). Benbruiickoe MCCNEAOBaHME BbISIBUO
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npobnembl CO CHOM y Tpex aeTelt n3 11 obcnenosaHHbix (van Campenhout 2011).

B 2014 roay 66110 NpoBeAeHO MacluTabHoe nccnefoBaHne, B Xo4e KOTOPOro U3y4vanunch
XPOMOCOMHbIE OTK/IOHEHUS Y NtoAen ¢ WnsodpeHren n 6e3 Hee. B rpynne c wnsodpeHnei
aynnvkaumns 22q11.2 BcTpevanach 3HaUUTENbHO pexe, YeM B rpynne 6e3 3Toro
paccTpoiicTBa. MNpeanonaraeTcs, YTo Aynankaums 22q11.2 MoXeT npefoTBpaLllaTh
pa3suTtue wmnsodpeHnn (Rees 2014).

“NlacbHa O4eHb XXN3HEPAAOCTHas M obwmTenbHas. M10xoe HacTpoeHne y Hee bbIBaEeT,
TONbKO €C/IM YTO-TO BONUT, HANPUMEP, XMUBOT MUK Y. C poAUTENSIMU €l HPABUTCS!
obLwaTbcs 6osblue Bcero. Ceitvac OHa 3aMeYaET, Koraa ee XoTAT B3dTb Ha PyKW, XOTSl, eCiu
nonpoboBaTb C HEM 3aroBOPUTb, YacTo He pearupyeT. He 3Hato, CBA3aHO 3TO C HapyLUEHMEM
3pEHUs UMK C 3a[1EPXKKON pa3BuTKsl. B AeTCKOM cady OHa CTana nydlle B3auMoAeNCTBOBaTh
C ApYrvMu AeTbMM, 1 ee Borblue He NyratoT LWYMHbIE U 0XXUBNIEHHbIE MecTa. B ee rpynny
XOAMT MasbuuK, KOTOPbIN NIOBUT ee Kpenko 0bHUMaTb. ECnn ell 3Toro He Xo4eTcs, OHa
WULLET rnasamum B3pocsioro v rosoput: «Ai».” 1 rog 9 mecsiLes

“Nlapvo — o4YeHb Becenblil pebeHoK. Ero TSHeT uccnefoBaTh OKPYKaoLWMi MUp,
CO B3poC/bIMK OH 6oee obLmTeneH, Yem ¢ AeTbMn.”’3 roaa

“[abpwanna B OCHOBHOM B XOPOLLEM HACTPOEHMM, HO MHOrAA
3/IUTCS U Yy HEe CNyYatoTcs MPUCTYMbl APOCTU. ITO
NMPOVCXOANT HU C TOrO HU C cero, 0bbIYHO 6e3 BUAMUMBIX
npuimH. OHa XO4ET, YTObbI S MOCTOSIHHO AepXkana ee Ha
pykax, 1 o4eHb 6ouTcs pasnyku. Eule bbiBatoT
rasnoumHaumn. Koraa ¢ Heli pa3roBapuBaloT, OHa MHOrAa
YNbI6AETCS 1 NOXMMAET PYKY, @ MHOTAA NyraeTcs U Kpuuut.”
3 roga
“Kalinim — o4eHb cYacTvBasi M lackoBas AeBoYka. Y Hee
€CTb MpM3HaKK CMHAPOMa AeduumuTa BHUMAHUS U
runepaktmBHoctn (CBI), 1 0Ha HaxoaWTCS B NMOCTOSIHHOM
[BWXEHWUM. MoHayasny oHa MOXEeT CTECHSITLCS], HO CO
BPEMEHEM CTAHOBUTCSI OY€EHb 06LLMTENBHON. Y Kaiinu ectb
HEKOTOpble ayTUYHbIE YEepPTbl: OHa JIOUT, KOraa BCe Ha CBOMX
MeCTax: UrpyLKM B KPOBaTU, AETCKasi KyXHSl, KHDKKN U
Kyknbl.” 4 roga
“KeHngpa nobuT genatb BCe NO-CBOEMY, MO3TOMY Y HAc 4acTo
cnyyatoTcs uctepuku. Mpu XXenaHnm, OHa MOXET BbITb MUIION 8 ner
1 AOBpOIA, HO MHOTAA YNPSIMUTCS UM CCOPUTCS C APYrMMU
LETbMMU.
Mocne nekapcTB OT aCTMbl 1 3MMUIIENCUM OHA CTAHOBUTCS! TO BSIJIOW, TO FMMEPAKTUBHOW.
He yMeeT Haflonro KOHLEHTPUPOBATLCS Ha YEM-TO, MHOTAA HEOCO3HaHHO rpybut.” 4 roaa
“Koraa Mbl KyZ1a-To BblbUpaeMcsi, DMEH XOpoLLo ceba BeaeT. UCTepUKM Ha NMoasax —
6onblias peakoctb. A BOT A0Ma C HMM 6onblie NpobieM: oH MyyaeT mMnaawero bparta:
YAEPXXMBAET €ro Moz OAesi/IOM WM CaAMTCS Ha HEro, MoX0 XOAWT B TyaneT, CKaHAanuT,
He cnywaeTcs. Mo CpaBHEHMIO CO CBOMMU CBEPCTHMKAMM DAEH OYEHb aKTVBHbIN, Y HEFO
NPUTYMNIEH MHCTUHKT CaMOCOXPAHEHUS, Y OH PBETCS OT Hac ybexaTb. OH 04eHb 0bLMTENEH
1 XOPOLUO B3aWMOAENCTBYET C APYrMMM, XOTSI MHOTAA BCE XXE NMEPEXOAUT rpaHuLbl. OueHb
LpY>XentobeH co B3pOC/bIMU 1 HE YyBCTBYET OMACHOCTM OT YyXKMX. YTOObI CKOPPEKTMPOBaTb
noBeAeHMe, Mbl 3aHMMaeMCsl C TEpaneBTOM LLECTb YAaCOB B HEAESIO, OH XOAMT K HaM
Ha aoM.” 4 roga, 8 mMecsiueB
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“Ckail — XM3HepaaoCTHasl AEBOYKA, OYeHb yNblbumBas, Yyacto cmeetcs. OHa paayeTcs,
Korga NoHMMaeT, YTo cAenana 4YTto-To, YTo Hac nopagosano. ObwaeTtcs 6e3 npobnem,

co Bcemu apyxuT.” 4 roga, 10 mecaues

“Cochm yacTo ycTpamBaeT uUctepukn. OHa He YyBCTBYET ONACHOCTb, MO3TOMY 3a Hel Hy>HO
MOCTOSIHHO cneauTb. EN TpyaHo obLwaTbCst ¢ ApYrMMM AETbMU U C HEW CTAHOBMUTCS! OYEHb
TSKENO COBNaZaTh, €C/IM OHAa yCTarna WM paccTpounack: Cpasy HaYyMHAET KpuyaTb,
KngaTtbcs Bewamun.” 5 net

“BpemeHamu DaBapsa Beaet cebs Bbi3blBatoLLE: OH nepecTtan KycaTb cebe pyku, HO BCe elle
6bIBAET arpPeccMBHbLIM U HE KOHTPONUPYET cusly. HECMOTpPSI Ha 3TO, OH OYEHb APYXKEHOOHBIN,
ntoboro rotoB 06HATL MM nouenoBaTtb. JTobWT 0bLaTbCca Co B3pOCbIMKY, KOraa HafoecT —
X04eT nobbiTb 0anH. C AETbMM NAAUT YyTb XYXKE, HO HEMHOIO MOMIPaTb CO CBEPCTHUKAMM
eMy HpaBuTcsl. KoppekTnpoBaTb NOBEAEHWE MOMOratoT Bpaun.” 9 net

“3NIMCOH — YyAecHblid, fobpbIli pebeHok. OHa BeaeT cebsi XOpOoLUo 1 Mo Bo3pacTy. Jlerko
MAET Ha KOHTAKT, XOTSl HE BCErAa pacno3HaeT HeBepbanbHble curHanbl.” 12 net

“[roLLya MoX0oX Ha CBOMX POBECHMKOB, HO BeAET cebs He3peno 1 KOonMpyeT noBeaeHue Tex
BO3pPacCTHbIX rPymr, B KOTOPbIX HaxoanTcs. OH Mano roBOpUT, HO B KOMMaHWUN eMY OY€Hb
KoMOpTHO. BpeMeHaMu OH BeAeT cebs CTPaHHO: C/IULLKOM MPUBS3bIBAETCS K HEKOTOPbIM
MAMKUM MrpyLLKaM, MaLIET pyKaMu, YTO-TO XYET, MHOIAa BrnaAaeT B CTyNop, a B AETCTBE
BOO6LLE OblT OAEPXXMM MbIIECOCAMM, HO BPaYyM CUATAIOT, YTO ayTuU3Ma Yy Hero HeT. Celvac
Mbl XAeM 06cneioBaHme Ha HanmMume cuHapoMa AeduumnTa BHUMaHMS U TMnepakTUBHOCTH
(CABIN). OH 6onTaeT 6e3 yMonKy, 0cObeHHO Koraa paccniabneH, U He MOXEeT YCUMAETb

Ha oHOM MecTe. be3 aena eMy ocTtaBaTbCsl HEMb3s. ITO CTaI0 OYEBMAHO, KOr4a OH Hayan
NMPUHMMAaTb MENATOHWH M CNaTb Mo HodaM. Elle oH NbuT cnopuTb CO BCEMM U

He MPU3HaET, YTO He NpaB. Y Hero 6bIBaloT Nepenazbl HACTPOEHMS: SMOLIMM CKavyT BBEPX-
BHW3, LMK pacTarnBaeTcs Ha 3 Mecsua. EcTb npobnembl C BOCMPUATUEM Ha CIyX, a Mo
3pUTESIbHOMY OH B MEPBOM LIEHTUIbHOM Kopuaope (3TO 3HaUWT, YTO OYEeHb Maso [eTen

C TAaKMMW XKe NMOKa3aTeNsIMU MOJSTHOCTLIO 340POBbI). Celyac XaeM pesynbTaToB CEHCOPHOMO
npodunupoBaxus.” 13 net

“OHa 3ameyaTenibHasi MaMa, Ho eli TPYAHO CMPaBnsSThCS C SMOLMSMUA U NMOBCEAHEBHBLIMU
faenamu. EN Hy)keH 4eTkuin pacriopsiaok. OHa TShKeNo NepeXxyBaeT NepeMeHbl 1
PacCTPamMBaETCs, €C/IN YTO-TO He MOHMMAET. Y Hee HET oduumManbHOro AMarHo3a, Ho oHa
CTpafaeT OT He3penocTH, AeduumTa BHUMaHMs M NpobrieM C arpeccuen.” B3pocsas

“Y Hero TPEBOXHOE PaCCTPOWCTBO M AEMNPECCUS, B MPOLLIOM OH YXKe MpUHMMan
COOTBETCTBYHOLLME NpenapaThbl.” B3poCsbIi

MepBble Nnpu3HaKu

Cpeau 15 yenoBek, o6cnefoBaHHbIX rpynnoin Unique, y ABovix
nepsble NpU3HaKN OTKNOHEHNS Bbiny 3aMeyeHbl B
npeapoaoBoV NEPUOS, Y YETBEPbIX — MOC/E POXAEHMS, ELLe Y
yeTBepbiX — B 4-6 MecsLeB 1y 04HOro — B ABa roga. Y
OCTasbHbIX MUKpOAynanKaumio 22q11.2 obHapyxunm no
pe3ynsTataM reHeTUYECKUX TECTOB, KOTopble YneHbl Unigue
NpoxoAann nocne obHapy>XeHnsk MUKpOAYNMKaumMmn y O4HOro
13 YSIEHOB UX CEMbMU. 4 ropa

Y oaHOro U3 AeTeil elle A0 poxaeHust (Ha NepeoM Y3U) BbISIBAIU KUCTbI COCYAUCTOrO

CNNETEHUS — NOJSIOCTY C XXUAKOCTbIO HA MOBEPXHOCTYU XenyaoukoB Mo3ra. Co BpeMeHeM

KWUCTbl paccocanucb, HO MOSIBUIINCL HOBblE MPOBIEMbI: aTpesust ABEHaALATMNEPCTHOM
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KULWKK (KMLIEYHAs HENPOXOAMMOCTb) U YBENIMUYEHHas! NoYdKa. M3-3a pacTywmx onaceHui 6bin
npoBeaeH aMHMoLeHTe3 — 3abop OKOMOMIOAHbIX BOA 4711 aHanm3a. Bo BTopoMm cnyyae Y34
MoKasano «TOJCTbI BOSIOCSIHOM MOKPOB» Ha CrNHE y pebeHKa, a Nnocne poXAEHNS BbISIBUMN
pacLienvHy Heba.

HoBopoXxaeHHble, COCTOSIHME KOTOPbIX BbI3bIBasio OMaceHUs, UMENN LMPOKUIN CNEKTP
CUMMTOMOB: Y OfIHOrO pebeHka — NpPob6sEMbI C AbIXaHUEM U CYAOPOXKHbIA CUHAPOM,

y ApYroro — TPYAHOCTM NPY KOPM/IEHUM U <MYLLOK>» MO BCEMY Tesy, a No3xKe — 3aAePXKKN
B PasBUTUK, Y TPETLEr0 — criabast Wes, HU3KUIA POCT 1 Manblil BEC, 3aAepXXKa PasBUTUS
KPYNHOW MOTOPUKM U peun (NO3AHO Hauan XOAWTb M pa3roBapuBaThb), Y YETBEPTOr0 —
«He0obblYHas» BHELLIHOCTb, TPYAHOCTW NMPW KOPMIEHUM (He MO NUTATLCS FPyablo),
3agepxKa puU3nM4eckoro m obLero passuTus, NPo6aeMbI CO CITYXOM.

Cpeau getel, KOTopbiM AnarHo3 6bifl MOCTAB/IEH B MepBble NMosiroAa Nocse poXxaeHus,

Y OHOrO 6blIN 3aMeYEHbI HETUMUYHBIE YEPTbl NNLA W 06LLas 3aAepXXKa PasBUTHSI, APYroM
UMeN 3aAepPXXKy B Pa3BUTUKN U HE MOI MEPENTU Ha TBEPAYIO NULLY, Y ABOWX 3a€PXKUBAIOTCS
OCHOBHbI€e 3Tanbl pa3suTus. Ewle ogHoMy pebeHKy AnarHOCTMpOBanu anpakcuio, Npy
KOTOPOW YesIoBEK HE MOXET BbIMOJIHATb LiefIeHanpaBneHHbIE ABMXEHUS, AaXKe eCnn
u13Myeckn Ha 3To crnocobeH.

“Haw Bpay 6bl1 He YBEPEH, HO MEHSI He MOKMAANO OLLyLleHne, 6yATO YTO-TO HENAAHo,
byaTo y pebeHka Bce He TaK, Kak A0/MKHO 6biTb.”

BepeMeHHOCTb, pOXXAEHME U Nepuoa HOBOPOXAEHHOCTH

MbI 3HaeM o0 28 bepeMeHHOCTSX. HekoTopble mpoTekanu 6naronosyyHo, B oCTasibHbIX Habop
CcMMNTOMOB 6b11 pa3Hbii. OfHa U3 6epeMeHHOCTEN COMPOBOXAANach HEpPerynsipHbIM
KpOBOTEYEHMEM, a pebeHOK poawncst Ha 36-1 Heaene. Y Apyroi MaTepu mniog noytu

He ABWrancs B yTpobe. Y LeCTy XEHLWMH BO3HUK/IA NpesknaMncust (OCTIOXHEHWE Npu
6epeMeHHOCTH). Y OZIHON MaTepu pa3BUCS FreCTaLMOHHbIN AnabeT (caxapHbii AMabeT
b6epeMeHHbIX), a Y ee pebeHka 3ameanunocb cepauebuerre. B ogHoM ciydae 6bin 3aMmeydeH
HEAOCTaTOK OKOJIOMN/I0AHOM XMAKOCTU, B APYrOM — €€ U36bITOK.

[eTtn poxganucb Ha cpoke oT 25 ao 41 Hepgenw.

YeTBepbiM HOBOPOXXAEHHBIM TpeboBanachk nogadva kucropoaa. Tpoe AeTeln Yepes MUHYTY
nocsne poXxaeHus noayyunnm Huskme 6annbl no wkane Anrap. OamH pebeHok cHavana
AbiLan HOpMasibHO, HO Yepe3 HECKOJIbKO YacoB AbIxaHWe MPeKpaTuioch. Y Apyroro
0BHapyXunu WyM B cepale, a Yepes Tpu AHS Y Hero NocuHena pyka. TpouMM AOHOLIEHHBIM
[ETSM AMArHOCTUPOBAV XENTYXY, ele TPOMM — FMMOMIMKEMUIO (HU3KOEe coaep)KaHue
caxapa B KpoBw). Y YeTBepbIX 6bI10 WYMHOE AblXaHWe: OAHOrO U3 HYX BbIEYUN NpU
MOMOLLM MHraNsiumii HebynansepoM, ApyroMy NpoBeSiM MHTY6aumMto, Y ABOMX MPUYUHON
LUYMHOTO AbIXaHWS CTasio Pas3MsrYEHNe CTEHKM [bIXaTeSIbHbIX MyTel, KOTOPOE CO BPEMEHEM
MpWWIo B HOpMy. [IByM AETSIM AMArHOCTMPOBAIM HU3KUI MbILLEYHBIN TOHYC (TUMOTOHMIO).
Y oaHoro pebeHka 6bi1 TOpTUKONIMC (KPMBOLLIES) C MOBOPOTOM BMpaBo, U3-3a Yero
n3MeHunnacb GopmMa ronosbl. Eule oanH pebeHoK MHOro Kpuyan v naoxo cnar.

Y WecTv AeTein BO3HWKN TPYAHOCTY NpW KOPMIEHUM: OAHOIO KOPMUIIU C JTIOXXKW, Y OAHOIO
pa3Busca pedstokc (noapobHee CM. HUXE), ABYM NOTpeboBancs 30HA AN1s NUTaHKSL.
HoBopoXxaeHHble 06bI4HO OCTaBanuCh B poAaoMe Ha 2—4 AHsl, HO B OAHOM Crly4yae
noHagobunock MeHee 24 yacos. OavH MNageHew, BpeMeHaMu nepectasan AbllaTh, M3-3a
Yero [Be HefeNM NPOBEN B OTAENEHNN UHTEHCMBHOW Tepanum 1 ellle Tpy — B 60/bHULE.
OaunH pebeHok ocTancs B 60nbHMLUE Ha ABa MecsiLa: eMy MpoBenn onepaumio

MO WCMPaBEHNIO MasibpoTaLmMK (HENPaBU/bHbIN NMOBOPOT) U HEMPOXOAMMOCTMN KULLIEYHMKE,
YCTaHOBWWN raCcTpOCTOMMYECKYLO TPY6Ky 1 npoBenu dyHaonamkaumio no HucceHy
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(nogpobHee cM. Hwxe) (Portnoi 2005; Courtens 2008; Wentzel 2008; Lundin 2010;

Schramm 2011; Unique).

HeziaBHO XpOMOCOMHbIE OTK/IOHEHUSI UCKaNW Y FPYNMbl MPeAnoNoXUTENbHO 3A0POBbIX AeTel

C yBENNYEHNEM TOSLLMHBI BOPOTHUKOBOrO NMPOCTPAHCTBA, KOTOPOE 3aMETHO Mpwu

YNbTPa3ByKOBOM CKpUHUHre. [ynnukaums 22q11 6bina obHapy>xeHa y YeTbipex aeTein

n3 1 696 obcneaoBaHHbIX. Y AeTeN C XPOMOCOMHBIMU OTKIIOHEHMSIMU Hanboree YacTo

BCTpeYanucb aeneumn 22qll, 4yt pexxe — aynnvkaumm 22g11 (Grande 2015).

KopmneHue

TpYAHOCTM NPU KOPM/IEHUM BCTPEYanuchb B 22 crydasx. Y HEKOTOPbIX AeTeN UX He 6bio, 1

OHW HOPMasbHO NUTANNCL C NEPBbIX AHEW XM3HW. OfHAKO MHOMME CEMbM, C KOTOPbIMU

paboTaeT rpynna Unique, CTONKHYUCb C TPYAHOCTSMU Npy KOpMeHUn pebeHka. YacTo atu

TPYAHOCTU BO3HUKA/M €Lle B Nepuos HOBOPOXXAEHHOCTM U Bbln Bbi3BaHbl HEAOCTATKOM

3Hepruu, cnabom KoopanHaLUMEN ABMKEHUIA N CHKEHUEM COocaTeNbHOro pednekca.

TpyaHOCTU NPy KOPM/IEHUM MOTYT COXPaHSATBCS Ha NMPOTSHKEHUN HECKOMBbKUX Heaenb unv

MecsLEB Aaxe Y AeTeN C HOpMasibHO CChOPMUPOBaHHLIM HEOOM. TO MOXET MPUBECTY

K OTCTaBaHuIo B (hM3M4ECKOM pa3BuTum (CM. pasaen «®dusnueckoe passutue»). MNpu

KOPMJIeHUM fAeTei C pacluesnimHol Heba BO3HMKana He06X0AMMOCTb UCMOJb30BaTh

6YTbIIOYKM UM MOWSTBHUKM CO CrieLMasibHOM COCKON. PebeHOK Mor nepexoanTb

Ha CTAHAAPTHbIN PaLMOH TOIbKO MOC/E Onepaumm No YCTPaHEHUIO PaCLUENMHBI.

B HEKOTOpbIX Cyyasix TPyAHOCTM NPY KOPM/IEHUM B paHHEM BO3pacTe NpuBOAWIv

K TPYAHOCTSIM NpU NpuemMe TBEPAOKN MWLM MOC/e OT/yYeHUsl OT Fpyau, a B AaSibHENLIEM —

K MIIOXOMy anneTuTy B LeNoM. Y AByX AeTel, OAWH U3 KOTOPbIX POAMSICS CO 3HAUMTESNbHbIMM

AHOMaNMAMK XenyA0YHO-KMLIEYHOrOo TpakTa, NpobnemMbl ¢ KOpMIeHUeM bbiin HAaCTONbKO

Cepbe3HbIMY, YTO NOTPebOBaNoCh YCTaHOBUTL raCTPOCTOMUYECKYIO TPYOKY. STO NMO3BONMNIO

BBOAMTb NWLLY HEMOCPEACTBEHHO B XeNyAoK.
MpurMepHO Y NONOBUHBI HOBOPOXAEHHbIX Habnogancs
racrpoasodareanbHbiit pedsitokc. MIHoraa oH CoOXpaHscs
Ha MPOTSHXKEHUN HECKONbKMX NeT. Mpu pedokce nuwa u
COLEPXMMOE XXenyaKa ABWKYTCS 06paTHO B NULLEBOS M YacTo
BbIXOASAT C PBOTOM WM MOMNAAAIOT B AbIXaTeslbHble NyTH, YTO
MOBbLILIAET PUCK BO3HUKHOBEHWS Takoi UHGEKLMU
ObIXaTenbHbIX NyTeil, Kak acnMpaumnoHHast MHEBMOHWSI.
Pecniokc MOXXHO KOHTPOMPOBAaTh C MOMOLLbIO HEKOTOPbIX
NpOCTbIX Mep, HanpuMep, KOpMUTL pebeHka B
NofyBepTVKanbHOM MOMOXEHUU U UCMONb30BaTh KPOBATKY C
MPUMOAHSITIM M3rONOBbEM. Jleyalumnii Bpay MOXET Ha3HauuUTb
npenapartbl, KOTOpble NPENSTCTBYIOT 06paTHOMY X04y MUK U
HEWTPanu3yIoT BO3ENCTBUE XKENYA0UYHON KUCIOTbI Ha
nuwesos. Ecnm 3Toro HefocTaToyHo, NPOBOAUTCS
GyHAoNIMKaLMS — XMpypruyeckas onepaums, HanpasneHHas
Ha ynyyweHne paboThl KnanaHa, KoTopbIvi NpeaoTBpaLlaeT
YKENYA04HbIV peditoKc.
Y yeTblpex MnageHuUeB bblM XpOHUYECKUE 3aMopsl, elle y
O[HOro — KOMpOCTa3. YBeNnMyeHne Kou4yecTsa KneTyaTkm n
Npo6bUMOTUKOB B PaLMOHE He Aano pesynbTaTos, MO3TOMY
npo6neMbl 661K pelleHbl C MOMOLLBKO CnabuTenbHOro. Y AByX
MnageHues 6bina anneprus Ha MHOrMe NPoAyKTbl MUTaHMS.

OpaHa Hepens
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Y HeKOTOpbIX AETEN MOXET BbITb HapyLUEHa Menikasi MOTOPUKA, U3-3a Yero OHW ropasao
[O/iblle yyaTCs MUTaTbCA CaMOCTOSTENbHO M YaCTO HY)XXAAIOTCS B CNeumManbHbIX CTOSOBbIX
npubopax (Portnoi 2005; Wentzel 2008; Unique).
“MNacbHa nnoxo cocana rpyab, U3 ByTbiIOUKM ena ToXe MoxXo. S cLuexunBana MoIoKo
13 mecsiueB. B nontopa MecsiLia el yCTaHOBWIM FaCTPOCTOMUYECKYHO TPYOKY, UTOBbI HacC
MOYXHO OblJI0 OTMYCTUTL JOMOW. Mbl 10 CUX MOP KOPMUM €€ B OCHOBHOM Yepe3 TpybKy, HO
OHa MOHEMHOrY HaYMHAET NWUTb BOAY Yepe3 COIOMMHKY, KycaTb TBEPAOE U XpyCTsLlee
(HanpuMep, kapTodesbHbIe YMNChI), eCTb NIOPE, Kalu 1 Menko Hape3aHHble npo,uyrcrbl
Y Hac foMa MHOrO noXek crneuuanbHo Ang Hee. OHa Hayuunach £ 8 4%
MUTb U3 CrieumanbHol ByThIIOUKM € TPy6ouKkon.” 1 roa u
9 mecsueB
“Y [abpwannbl 6611 Npobnembl ¢ rnoTaHueM. Mope
3acTpeBasio y Hee B ropse, NpyUxXoAnIoCh NOCTOSIHHO AaBaTh el
COK, 4T0bbI OHa 3anuBana. Celyac Mbl NePELLNN Ha TBEPAYHO
MWLy, HO JaeM noHemHory.” 3 roga
““Y Belinn CHUXXeHa YyBCTBUTENBHOCTb LLEK U OPraHOB POTOBOW
nonocTu. Jo Tpex NeT OH He MOr eCTb CaMOCTOSTENbHO, Mbl
KOPMWIIN €ro crieuuanbHoN cMeckto. Celtvac OH yXKe MOXeT
€CTb MSAFKYO MULL, HO TOJSIbKO B O4€Hb HEGOMbLLMNX
KonuyecTsax. [0 cvx Nnop KOpMUM crielanbHol cMeckblo.” 3 roaa, 6 MecsLeB
“Mbl kKOpMUnK ee n3 ByTbiIodkM. OHa He MOrla eCTb TBEPAYIO MULLY, BCE NMPOAYKTHI
NpuUxoannock n3MenbyaThb B nmope. Cenvac ect nobyto Markyto nuuly.” 4 roga, 10 mecsues
“Korpa SaBapa 6bin ManeHbKUM, OH MJI0X0 COCan rpyab, U Mbl KOPMUIK
ero 13 6yTblioyku. Ceiyac y Hero NpekpacHbIit anmneTuT, OH eCT NoYTK ly
BCE, KPOME CNafiocTen, Xene v NeTHUX hpykToB. OUeHb NOBUT Chipble :
OBOLLM, XKYET MX C 60MbLLUM ya0BONLCTBMEM.” 9 neT
“Korpga [Ixoluya 6611 ManeHbKkMM, OH MHOTO Kanpu3Hu4yas U NoCTOSIHHO ety
nnakan. BoT yxe HeCKOMbKO NET OH MUTAETCS TOSIbKO NPoAyKTamu 6e3
[106aBOK, HanNpuMep, eCT MakapoHbl, X1eb 1 Kpynbl. Cenyac Kaxablii pa3
BO BpeMs efibl OH BbIMMBAET ABa CTakaHa BoAbl. 3a CTO/IOM eMy BCeraa
XOYETCA CMAETH Ha OHOM M TOM XXe MecTe. Ecnm npuxoamTcs nepececTb,
OH paccTpaumBaeTtcs.” 13 net

6 MecsueB

YepTbl NMua

MHorue AeTu 1 B3poc/ible C MUKPOAYNMKauueln 22q11.2 BHELLHE MOX0XW Ha Apyrux
UNEHOB CEMbW, HO MHOrJA BCTPEYAEeTCs HeOObIYHAs BHELIHOCTb. TUMUYHBIX YepT nuua

y ntofei ¢ MUKpoaynnukaumen 22q11.2 HeT, NosToMy APYr Ha Apyra OHW He NMoxoXu. OaunH
13 uccnegoBateneit 06HapyXxus, YTo Hanbonee pacnpocTpaHeHHLIMU OCOBEHHOCT MM
SIBASIOTCS LUMPOKO paccTaBlieHHble rasa (70% ciyyaes), LWMPOKUIM Naockuin Hoc (53%),
MasieHbKMe HUXKHSIS YentocTb U noadopoaok (52%), HeTunuuHas dopma yweli (45%),
CKJ1aAKN Y BHYTPEHHUX YrOSIKOB rna3 (3nMKaHTyC, 42%) 1 onyLeHHbIE BHELIHWE YrOoMKn
rna3 (41%) (Wentzel 2008). bonee peakas, HO XapakTepHasi 0CO6eHHOCTb — KpoOLUeYHble
OTBEPCTUSI UMW MSATHBILKX HA KOXE Nepes ywamu, Habntoaaemble no MeHbluei Mepe y 10%
obcneposaHHbIx (Edelmann 1999; Portnoi 2005; Yobb 2005; Ou 2008; Yu 2008; Unique).

Fonosa n Mo3r
onoBa MOXeT 6bITb CANLLKOM MaNEeHbKOrO MW CAMLWKOM 60/bLIOro pa3mepa, HO
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B 6ONbLIMHCTBE C/ly4aeB NnokasaTenu B npegenax HopMbl. 1o pesynbtaTtam ob6cnenosaHms
11 peTeit ¢ MMKpoaynankaumei 22q11.2, y Tpovx ronosa 6bina KpynHee, a y nsatm —
MeHbLue HopMbl (van Campenhout 2011). ®opMa ronoBbl 6biBaeT HEOObIYHOM OYEHb PeaKo.
OpaHo 13 NprYnH PopMUPOBaHKMS MIOCKOrO 3aTblIKa MOXET OblTb 3aAepXXKa B pa3BUTUM
KPYNHOW MOTOPUKMW: peBEHOK NEXUT Ha CMKHE AoSblie, YeM 0ObIYHO Pa3BMBAKOLLMIACS
MNageHel, a KOCTW Yepena B 3TOM BO3pacTe elle A0CTaTOYHO MSIrkue U MoryT
nedopMnpoBaTLCS B 3aBUCMMOCTM OT MOJSIOXKEHMS rofoBbl. Ellle oAHON npu4mHOn
HeobbIYHOWM (hOPMbI FrONI0BbLI MOXKET BbITb PaHHEE CPaLLEHNE OAHOMO WM HECKO/bKMX LIBOB
Mexay Koctamu vepena (kpaHuocmHocTo3) (Ou 2008; Unique).

Pe3ynbTathl 06CnegoBaHMst roIOBHOrO Mo3ra 06bIMHO B Mpeaenax HopMbl. B peakux
Cnyvasix BO3MOXHbl OTK/TIOHEHMSI, HO Y BCEX NIIOAEN OHM pasHble. Hanpumep,
apaxHomaanbHasi KUCTa — CKOM/IEHME CMMHHOMO3MOBOW XXMAKOCTU MexXay ABYMSt U3 Tpex
060/104€EK rOMIOBHOMO MO3ra — Y ABYX AETEN, Y OAHOTO U3 HUX TaKXKE HE3HAUYUTE bHbIE
N3MEHEHMs1 CTPOEHMS MO3ra; 3aMeaNleHHast MUENUHM3aUMs — 3aaepXkka GopMUpPOBaHUS
3aLUMTHBLIX 060/104EK BOKPYI HEPBHbIX BOSIOKOH — Y 0AHOro pebeHka; Hecneunduyeckmne
n3MeHeHus1 6enoro BeLLeCTBa rosI0BHOr0 Mo3ra y oAHoro pebeHka; nonMMmMKpormpus —
QHOMasnusl PasBUTUS, NPU KOTOPOW HA KOpPe rofIOBHOrO Mo3ra hopMupyeTcs 605blloe
KONM4eCTBO Menkux Hepopa3sutbix n3sunmH (Courtens 2008; Quelin 2012; Unique).
nunencus

SnMNencust UM NaToiorMyeckast NeKTpuYeckas akTMBHOCTb FOJIOBHOMO MO3ra
AvarHoctupoBaHa 12 petaM. Ewe nsatepbiM, Y KOro Habnoaanuce abcaHcbl Mnn Npunagku,
[INarHo3 MocTaB/EH He 6bls1. Y 1BOMX AETEN U3-3a BLICOKOM TEMMNEPATYPbl BO3HUKAN
cypoporu. MNepsble NPUCTYNbI CIyYanMcb B BO3pacTe A0 YeTbipex feT. MeauumHckue
npenapaTbl NPOTMB CyAOPOr OAHWM MOMOranu, ApyruM HeT. B aByx ceMbsix y pebeHka 6binm
3aMeyeHbl 3aepXKKa WKn perpecc B pa3BUTUN NOCaE ANUIENTUYECKUX NPUMNAAKOB, KOTOpbIe
He 6bl/IM KynMpoBaHbl NPOTMBOCY A0POXHbLIMK NMpenapaTtaMn. B ogHOM criydae nekapcTsa
He rMoMorasnu, U B pe3ysbTarte CyAopor Yy AeBOYKM YaCTUYHO MapasmM30Baso IEBYIO YacTb
Tena (Edelmann 1999; Ensenauer 2003; Lamb 2004; Yobb 2005; Mukaddes 2007; Wentzel
2008; Unique).

CMoXKeTe OT/IMYUTD?

Ha kaxxaon u3 doTorpacduii y oaHoro pebeHka ectb
aynnvkaumns 22q11.2. Kak Bbl gymaete, y Koro?
OTBeT Hwke

‘egedud eiMhALeW A 9109
BUNeXULUAY XsudedioLod xmago eH

Mo3BOHOYHUK

Y yeTBepbIX YENTOBEK NCKPUBEHNE NMO3BOHOYHMKA (CKOMNO3). ITO 3aboneBaHne Tpebyet
HabnoaeHns Bpadeit, B 6oniee CIOXKHBIX Clydasx MokasaH KOPCET Uiu onepauust. Y ogHoro
B3POC/I0r0 CKpbITasi hopMa paclLenieHnsl NO3BOHOUYHUKA, KOTOPYIO CllydaiiHO 06Hapy»Xum
Ha PEeHTreHOBCKOM CHMMKe. Y Apyroro HabnoaaeTcs aHoManbHOE pasBUTUE HDKHErO
OTAeNa Nno3BoHOYHMKA (CMHAPOM KayadasibHOWM perpeccum), Npyu KOTOPOM CpacTakoTcs ABa
MO3BOHKA. B 0HOM crlyyae cpocivch ABa NO3BOHKA B LIEWHOM oTaene. OanH pebeHok
pOAWICS C KPECTLIOBOM AIMOYKOM — HEBGOMbLLMM YriybieHMEM B KOXE Ha nosicHuue. Ecnu
AMouYKa Hernybokas 1 HaxoauTCs B CKagke MeXay SroavuaMu, 3To He SIBMSIeTCs
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NpU3HAKOM KakoM-nbo npobnembl. HeobxoaMMo noaaepXXmnBaTh 3TOT YYacToK Tena

B UACTOTE, CIEANTDL, YTODbI Kas C rPSA3HOrO MOAry3HMKa He nonaaan BHYTPb, HAHOCUTb
3aLMTHBIN KpeM. Mpy NOMOLLM YNIbTPa3BYKOBOIO UCCNEA0BaHNS MOXHO OMNpeaenTb
rNy6UHY SSMKN U BbISIBUTb, COEAMHAIETCS NI OHA C LIEHTPasibHbIM KaHanoM CIMHHOMO MO3ra
(Ensenauer 2003; Courtens 2008; Clarke 2009; Lundin 2010; Schramm 2011).

AHOManuu NoNoBbIX opraHoB

Y peTeit ¢ XpPOMOCOMHBIMU OTKJIOHEHUSIMWU, OCOBEHHO Y MaslbuMKOB, aHOMasIK MOJIOBbIX
OpraHoOB BCTPEeYatoTCs Yalle, YeM Y 06blUHbIX AeTeil. AHOMANUM MosioBbIX OPraHoB 6bin
06HapyxeHbl y 20% (y 11 13 52) HOBOPOXAEHHbIX MaNlbUYMKOB C MUKpOAYM/IMKaLMEN
22q11.2, 0AHaKO YETKOM 3aKOHOMEPHOCTM HET. BO3MOXXHbIE MPOSIBNEHMS: CKPbITbIV MOSIOBOM
uneH (NpoBeaeHa KOPPEKTMPYIOLLAa onepaums — CKpoTonacTyka), rmnocnaams
(aHoManus, Npy KOTOPOI OTBEPCTUE MOYENCIYCKATENBHOrO KaHala HaXxoAMTCSl Ha HUDKHEN
MOBEPXHOCTM NOJIOBOrO Y/lieHa, @ He Ha BEPLUMHE €ro rofIoBKM) B OAHOM M3 Cly4YaeB

C VICKPUBJIEHMEM MOJIOBOrO YsIEHA KHU3Y, HEOMYLLUEHME SIUKa, CTPUKTYPA
MOYENCNYCKaTENbHOMO KaHana (Cy>xeHne NpocBeTa ypeTpbl), NaxoBas rpbbka (Bbi3BaHa
He3apalleHMEeM NaxoBOro KaHana, Yepes KOTOpbI B 3MOPUOHASIbHBIN Nepuoa SnvKu
OMyCKaOTCA B MOLLOHKY). Y OAHOr0 MOJIOAOro YesioBeka 6bifio Cy)kKeHue aHabHOro
OTBEPCTUS, @ NPOTOK NPeACTaTeNIbHOW XXeNe3bl OTKPLIBA/ICA B NpsAMYH0 KUWKY (Ensenauer
2003; Beiraghi 2004; Lamb 2004; Portnoi 2005; Schramm 2011; Kim 2013; Unique).
3peHue

Y peTei ¢ XpOMOCOMHBIMU OTKJIOHEHUSIMU UIW 334EPXKKOW B Pa3BUTUM TLLATENbHO
MPOBEPSIIOT 3peHune, YToBbI YCTPaHWUTb tobble BO3MOXHbIE NPO6SIEMbl HA paHHEN cTaauy u
Mo3BOSIUTb AeTAM 6ecnpensaTCcTBEHHO pa3BuBaTbCs. O6cnefoBaHO 97 YenoBek. Y HEKOTOPbIX
HM3KO OnyLLeHbl Beku (MTO3), B HEKOTOPLIX C/TyYasiX BEKO 3aKpbiBaeT 3padqok. Y cemu
yenoBek Kocornasue (CTpabumsm): neyeHre 3aBUCUT OT NPUYMHBI 3aboneBaHusi, MoryT
MCMO/b30BaTLCS OKKITHOAEPLI Ha 340POBbIN FN1a3, MMMHacTUKa Ans a3, 04Ky Ans
KoppeKumn 3penns (6m3opyKocTu, AanbHO30PKOCTK), XMPYPruyeckass KOppeKLmMsl MblLL,
BOKPYT r/1a3a. Y TPOuX AETEN HUCTAarM — PUTMUYHBIE HEMPOM3BOJIbHbIE MOAEPrUBAHMSI
rNasHbIX 610K, 9TO HApYLUEHWE MOXET PasBUTLCA Ha (POHE Apyrux 3aboneBaHui rnas unm
13-3a NOpa)XEeHWs! 3pUTESIbHBIX MyTel. HUCTarM Hesb3s BbIfIeYNUTb MOSIHOCTbBIO, HO
CYLLECTBYET HECKO/IbKO METOAMK Ansl 06IeryeHns CUMNTOMOB. Y AEBATU AETEN U OAHOIO
B3pocnoro mbo 6am3opykocTb, b0 (Yalle) AanbHO30PKOCTb, KOTOPbIE MOXHO
CKOpPPEeKTUPOBaThb C NMOMOLLBIO OYKOB, MPW YCI0BUK, YTO pebeHoK ByaeT nx HOCKTb.

Y opHoro pebeHka 3payku He pearnpytoT Ha CBET, NO3TOMY Ha y/uUe OH HOCUT
COTHUE3aWMNTHBIE OYKW. Y apyroro pebeHka kofoboma ceTyaTkn — aHoManms passuTus
rnas, BAvstowas Ha 3peHue. OAHOM XXEHLIMHE NPOBEIM ONEPaLMIO MO YAANIEHWIO
HOBOOHpA30BaHMs C NOBEPXHOCTU rnasa. Y Apyroro B3poC/ioro 3peHne Ha O4HOM rniasy
yXyawmnocb 6e3 BuamMmbIx npuynH. Y ogHoro pebeHka 6b1a1 NTo3, cnHapoM Mapkyca M'yHHa,
Mpu KOTOPOM BEpXHee BEKO NOAHMMAETCS BO BpPeMSl OTKPbIBAHWUS pTa, aHOManMmM ABWDKEHMWS
rna3 n CTPOEeHMs KPOBEHOCHBIX COCYA0B CeETYaTKM. Y Apyroro pebeHka — rriaykoma,
OTC/IOMKa CETYATKM 060MX [1a3 M KaTapaKkTa JIEBOro r/asa. Y 0fHOW AEeBOYKM Npu OCMOTpe
6bin 0bHapy>eHbl CKNaaky 1 pybuoBast TkaHb B Makyne (LeHTpasibHas 4acTb CETYATKM)
(Ensenauer 2003; Yobb 2005; Mukaddes 2007; Courtens 2008; Laitenberger 2008; Ou
2008; Cordovez 2012; Ghandi 2014; Unique).

“MHe Ka)xeTcsl, OHa NIOX0 BUAUT B AaNib. HaBepHOE, eil MO3TOMY He HpaBUTCS XOAWTb

KO Bpayy. OHa HOCUT OYKM Ans 6aIM30PYKOCTM, HO MOKa HE MOXKET OTBeYaTb Ha BOMPOChI
BO BpPeMs MPOBEPKM 3PEHUS], MOITOMY Mbl HE 3HAEM, MOMOTalOT JIM OUYKM M KaK eYnTb
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3peHune danble.” 1 rog u 9 mMecsues

“Y Hac nT03. Pa3 B Heaento KanaeM Kanau Asist pacluMpeHunst 3payka B 310POBbIN a3,
YTOb6bI CbIH YYMICA NPUNOAHMMATL OMyLLEHHOE BEKO M CMOTPETb BTOPLIM rna3oM.” 3 roaa
3y6bi

Mo faHHbIM Unique, y feTei ¢ XpOMOCOMHbBIMW OTKITOHEHWUSIMU PUCK BO3HUKHOBEHMSI
npobnem ¢ 3ybamu Bbile, YEM Y 0BbIMHBIX AeTEN. DTO MOrYT HbITb @aHOMaNMKU B Pa3BUTUM
3y60B, HEOObIYHBIN pa3Mep YentoCcTen, U3-3a Yero 3ybbl pacrnonaratTcs CAMLIKOM 6/I13K0
WK faneko Apyr OT Apyra, TPyAHOCTW NpY KOPMIIEHUM, 3aepKKa rnoTaTelbHoro u
eBaTeslbHoro pecdnekca, 6pykcusmM (CKpexeT 3ybamu), NpUBOASLLMIA K 3po3un SManu.
MHoraa 3y6bl noxe Npope3biBaloTCs U MO3XKE MEHSIOTCSA C MOSIOYHBIX HA KOPEHHbIE.
BcTpeuvatoTca cnyyYan nonvogoHTMM (Hanmumne nuwHux 3yboB) 1 apeHTum (OTCyTCTBME
MOJIOYHBIX MW KOPEHHbIX 3y60B).

13-3a HETUMWMYHOIO COYETaHMSI BO3MOXHbIX CUMMTOMOB JIIOASM C MUKPOAYNIMKaLMEN
22q11.2 moryT noTpeboBaThCs AeNMKaTHBIN YXOA4 3a MOMOCTHI0 PTa U CrielmManm3npoBaHHas
cToMaTonornyeckas romotub. V13 16 aetein u B3poc/ibix aHOManum passuTust 3y6os
BbisiBeHbl y wectu (Unique).

“Mbl KOPMKM ee yepe3 30HA. Eil HenpusTHO, Koraa YTo-TO HAaXOAUTCS BO PTY, MO3TOMY HaM
TPYAHO YMCTUTb 3y6bl.”’1 rog n 9 mecsues

“3y6bl chopMMPOBaNMCh HEMPaBWUIbHO: OHM MafleHbKMe, pa3HOro pa3Mepa M LBeTa. EcTb
JIMLWHWUIA MOJOYHBIN 3yD, PEHTIEH MOKA3bIBAET, YTO KOPEHHOMO NMoA HUM HET. MosoYHble
3y6bl BbINaAaloT MeANIeHHO, NMoka BbIManio TO/bKO CeMb.” 9 neT

“EN y>ke yAanvau WecTb 3y6oB, HO NpUAETCS yaAanuTb elle Tpu.” B3pocras
Teno

BoNbILUMHCTBO AeTel ¢ aynnvkaumen 22q11.2 poxaaeTcs 300poBbiMUY, 683 KaKUX-NTM60
cneumbmrYecKknx aHoMannin CTPOEHUSI BHYTPEHHMX OpraHoB. TeM He MeHee, cpean 93
06cnefoBaHHbIX BbISIBIIEHO HECKOSIbKO OCOBEHHOCTEMN, KOTOPbIE MOTYT 6bITb BApUAHTOM
HOPMbI UIM HE UMETb CBSI3W C Aynavkaumen 22q11.2.

Y cemn aetein 0COBEHHOCTU CTPOEHMSI NMOYEK UM HMXKHUX MOYEBBLIBOAALLMX MyTEN:
BHEMOYEYHOE PaCroNOKEHME JIOXaHKK (HOPMaslbHbIN BapuaHT pasBUTUS, MPU KOTOPOM
MonocTb, cobupatoLLasl Mo4y, pacnosioXKeHa BHE MOYKM) U HE3HAUUTENbHOE PacTsXKeHue
MOYEBOro My3blpsi; 06CTPYKLMS JIOXaHOYHO-MOYETOUYHUKOBOIO CErMeHTa (HapyLieHue
MPOXOAMMOCTY MOUM U3 JIOXaHKM B MOYETOYHWMK), KOTOpas MPUBENa K YBENTMUYEHUIO JIEBOM
MOYKM U YAQASIEHUNIO €€ HEKOTOPLIX MOBPEXAEHHBIX Y4aCTKOB, CMPOBOLMPOBasa BbICOKOE
apTepuasibHOE [AaB/IEHNE; YBENMYEHNE YACTM NOYKM; YABOEHWE NMPaBOM MOYKU; FUMoniasust
noyku (Manbi pasmep); 1 ruapoHedpos (YBENMUYEHME NOYKMN M3-3a HApYLIEHUS OTTOKA
moun) (Hassed 2004; Courtens 2008; Schramm 2011; Unique).

Y yeTBepbIX AETEN SKCTPOdMS MOYEBOrO My3bIPsi, NPU KOTOPOM OTCYTCTBYET Y4acToK
nepeaHelt 6PIoLLIHOM CTEHKU U MOYEBON MNy3bipb BbIBEPHYT Hapyxy (Draaken 2010; Lundin
2010; Pierquin 2012; Draaken 2014). Y ogHoro pebeHka TpaHcno3nums (3epkanbHoe
pacrosioXKeHVE) opraHoB rpyaHoi 1 6ptotiHol nonoctu (De La Rochebrochard 2006).
OpHomy B Bo3pacTe 11-1 MecsiueB NOoTpeboBanoch XMpYpruyeckoe ieYeHne rpbhxu
NULLEBOAHOMO OTBEPCTUS AnadparMbl (CMeLLEHNE BEPXHEro OTAENA XeNyaKa B rpyaHyto
MoNOCTb Yepes nuLeBogHoe oTeepcTue anadparmel) (De La Rochebrochard 2006). B ogHoM
cnyyae otcytcrsyeT 12-e pebpo (Portnoi 2005). Y ogHoro pebeHka aeduumt T-KneTok
MMMYHHOW CUCTEMBI) U He cchopMupoBaHa ceneseHka (Ensenauer 2003). Y ogHoro pebeHka
OTCYTCTBYET YacTb LUMTOBUAHON XeNesbl, y ABOVX €€ HET COBCEM: MEPBbLIV NMPOXOAMII
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NeyeHve TMpeouaHbIMY rOpMOHaMK, y BTOPOro NoMMMO Aynnukaummn 22ql1, 6eina gpyras
XpoMocoMHas aHomanust (Courtens 2008; Thorwarth 2010; Kim 2013). Ewe y ogHoro
pebeHka HeyTOYHeHHas XenyaovHo-kuweyHas natonorms (Yobb 2005).

O6Lyee cocrosiHMe 34,0pPOBbS

BONbLIMHCTBO AeTel 1 B3pOC/bIX C Aynnvkaumelt 22q11.2 3p0poBbl. MHoraa BCTpevatoTcst
YacTble pecnMpaTopHble MHAEKUMN (CM. HUKE), peXxe — Cepbe3Hble annepruieckne
peakumu (Tpoe AeTel U oanH B3pOC/bi cpean obcnenoBaHHbIX). Ele pexe (npuMepHo

y 6% 06cneaoBaHHbIX) — YacTble CUbHbIE rofoBHble 6onmn unu Murpexn (Clarke 2009;
Unique). Tonbko B OTAENbHBIX Cllydasix AETAM C AynavKaunen MeanUmMHCKas NOMOLLb HYXXKHa
yalle, YeM AeTsM 6e3 reHeTUYEeCKMUX OTKIOHEHWI. Hanpymep, oanH pebeHoK K TpeM roaam
6611 rocnuTanmsvpoBaH 6onee 20 pas. Yalle BCero npuunHamMm rocnmMTanusaumnm
CTaHOBATCS YLUHblE U PECNNPATOPHbIE UHMEKUNN.

Y ABYX AeTen NUIOPOCTEHO3 — CYXKEHME BBIXOAHOrO OTAENa XKeyaKa,
YTO MeLWaeT BbiBoAY 06paboTaHHOro COAEPXKMMOro B KMULLEYHWUK W
BbI3bIBAET CWU/bHYIO PBOTY. 3TO 3aboneBaHune TpebyeT Xnpyprnyeckoro
BMeLIaTenbCTBa. Y 0AHOro pebeHka yacTble CTachuIOKOKKOBbIE
MHeKuMK. Y aBouX — cnabblii UMMYHWUTET. B 0AHOM Ciyyae

B BO3pacTe 3 MecsiLeB AvarHocTMpoBaHa mbpomMmanrusi, pebeHok
HaxoauTCs noa HabnoaeHeM peBMaTosoroB. Y B3pOC/bIX
BCTPEYAIOTCS Y3€/ LMTOBMAHOM Xenesbl (0AWH Cyyal, My>XYnHa
NpOXOAWT ropMOHasibHOE NeveHune), cuHapoM Ctepaxa — Bebepa, npu
KOTOPOM Y YesioBeka MOryT BblTb reMaHrMoMbl («BUHHbIE NATHA» Ha
KOXe), TPYAHOCTU B 06YyUYEHUM, CYAOPOXKHBIN CUHAPOM, Napanuny

nnn ocnabneHne MbllL, OAHON CTOPOHbI TeNla U Apyrne HEBPOSIOMMYECKME MPOSIBIIEHNSI.

Y ogHOro Manbumka HMU3KMiM ypoBeHb kanbuus (Courtens 2008; Ou 2008; Yu 2008; Unique).
“310pOBbE OT/IMYHOE. B BOMBHULIE HY pasy He Nexanu, HUKaKMX NIEKApCTB Ha MOCTOSIHHOM
OCHOBe He npuHuMaeM.” 3,5 roada

“INocTosiHHO BoneeT, Kal/SET, NPOCTYAY NIeYMM oYeHb Aonro.” 5 net

“Ecnu He npuMeT JlopaTtaauH (NpoTUBOANNIEPrUYECKUIA NPENAPAT), HAUMHAET XpUMNETb,

Ha cneayoWmin AeHb — KawnaTb.” 13 ner

“B uenoM, 300poBas Mosiofast XXeHLmHa.” B3pocnas

“3n0poBbe cnaboe: NMOCTOSIHHAsA BSSIOCTb, YacTble NpobaeMbl € XenyakoM.” B3pocnas
PecnupaTtopHbie nHhekunmn

Y 60MbLIMHCTBA [IETEN U B3POC/IbIX C Aynnvkauuen 22q11.2 300poBble AbIXaTeNbHbIE NMYTU.
Kaluenb, NpocTyaa v MHGEeKLUK AbiXxaTeNbHbIX NyTel HabnoaalTcs ¢ 06bIMHOM YaCTOTON.
OpHaKo B pefKux Cydasx cepbe3Hble pecnmpaTopHble MHMEKLMN Cy4atoTCs YacTo, JIIoasM
noTpeboBasnacb BakLMHALMS NPOTUB MHEBMOKOKKOBOW MHGeKUMM. Kak MMHUMYM B OHOM
cnyyae pebeHOK CTan 3apaXxaTbCsl pexe, Korga eMy HasHauuiu npenapatsbl OT pedsitokca 1
nepeBesin Ha TBepAyto nuilly. Y YeTblpex 13 99 aeteit actMa. Elle oavH pebeHok
NMpUHMMaAET NpenapaTtbl OT aCTMbl, HO MO pe3y/bTaTaM AblXaTesbHbIX TECTOB 60/1€3HM HET.
Kak MMHMMYM TpeM AeTSM yaanuavM MUHAAANHBI, OAHOMY U3 HUX TaKKe yaanunv ageHouabl.
M3BeCTeH Crlyyall UCKPUBIIEHWSI HOCOBOM MEPEropoAKM, BO B3POC/IOM BO3pacTe NpOBENM [iBe
onepaumu (Yu 2008; Unique).

“B 60nbHMLIE HE NieXann, HO HECKObKO pa3 bbina MHEBMOHMS U 6poHxuT.” 1 roa 9 mecsueB
“Heckosibko pa3 6blIM cepbe3Hble PECNMPATOPHbIE MH(EKUMK, NSATb pa3
roCnMTann3npoBann C acTMON. B NsiTb NIET 0Ka3asnochk, YTO Y HEro cy6onTMMasbHbI

8 nert, 3g0poB
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(ocnabneHHbIN) UMMYHOIOrMYECKUIA OTBET Ha BaKLMHALIMIO, MO3TOMY MPULLIIOCH MOBTOPUTH
MPVBUBKY OT MHEBMOKOKKOBOW MHbeKUMK, 1 3TO nomorsio. C BO3pacTOM CTaHOBUTCS NydLue:
OH [0 CVX NMOP YacTo MPOCTYXKAETCS, U €ro NSATb pa3 fevynnn CTeponaHbIMM npernapaTamu,
HO obLLee COCTOsIHVE 340POBbS YNYHLWMAOCh, U B 60MbHMLY ero He knagyT.” 9 net
AbixaHue

Y 60nblIMHCTBA Ntogen ¢ aynnvkaumein 22q11.2 HeT npobnem ¢ AblXxaHUEM U HOPMaslbHbIi
ypOBeHb Kucopoza B Kposu. MpumMepHo B 5% clyvaes, B OCHOBHOM Yy JeTeil, BO3HUKaeT
arnHo3 BO CHe (npekpaLleHne AblxaHus), OQHOMY B3pOC/IOMY HOYbtO TpebyeTcs
NCKYCCTBEHHAst BEHTUNALUMS Nerkmx. Y oaHoro pebeHka NpucTynbl anHos coBnagan

CO CKaykaMmu pocTa.

Y ABOMX AeTel WYMHOe AbixaHWe 13-3a pasMsryeHnsl CTEHOK AbIXaTesbHbIX MyTel: Y OAHOMO
3aTPOHYT HOC, Y BTOPOrO — ropTaHb, B YETbIPE Mecsiua eMy nposenu onepaumio (Edelmann
1999; Hassed 2004; Portnoi 2005; Unique).

Apyrme Mukpoaynnamkauum 22q11.2
®dparMeHT MeHblle «TUNUYHOK>» aynnankaumm (A — B)

C:@EI]:D Xpomocoma 22

[ 22g11.21 | 22q11.22 [ 22qi123 ]
| I I | | | |

17 Mb 18 Mb 19 Mb 20 Mb 21 Mb 22 Mb 23 Mb

-A B C D E F G™H
-— —

®parMeHT MeHblue
STUMUYHOM» AYNMKALIMK Ucrounnk: Descartes et al, American Journal of Medical Genetics A | 46A c. 3080, 2008

Mo nHdopMaLMmM U3 MeAULMHCKMX CTaTel, Takasi AyNnKaums BbisIBNIEHa Y CEMU YE0BEK
U3 Tpex ceMei. Y KaXkaoro M3 HUX YABOEH HEDOJbLLON YYaCTOK pa3MeEPOM MPUMEPHO BABOE
MeHbLUE «TUMUYHOW» Aynnvkauum 22q11.2. PasMep Takoro (pparMeHTa COCTaB/ISIET OKOJIO0
1,5 M6, oH Haxoautca mexay 17 n 18,6 merabasamm (Alberti 2007; Ou 2008; Yu 2008).
Cnyyamn onucaHbl HWKe ANs NOHOTHI MHAOPMaLMK, HO Bbi3BaHbl YNOMSIHYTbIE CUMMTOMBI
JOynnavkaumen 22g11.2 vnm HET — HEM3BECTHO.

CocTosiHMe y BCeX OYeHb pa3Hoe. B3pocsible He 3Hanw, YTO Y HUX eCTb Ayn/MKauus, noka ux
XPOMOCOMbI HE MPOBEPUIN MOC/E pOXAEHUSI pebeHKa C Takou Aynnukaumen. OavH U3 HUX
HWYEM He OT/IMYAETCS OT Jofaei 6e3 reHETUUYECKUX OTKITOHEHUIA. [pyro My>X4JuHa

B AETCTBE MOJyYasl KOPPEKLUMOHHOE 06pa3oBaHMe U, Kak U ero AeTU, NO3AHO Havas
rOBOPUTb M UMEET FHycaBbli rosioc. Celyac y Hero HeT NpobyieM CO 340POBLEM, LWYM

B Ccepaue MpoLLes eCTeCTBEHHbIM MyTeM. OH HEBBICOKOIO pOCTa U UMEET HEECTECTBEHHO
MasieHbKYH0 rofioBy (Mukpouedanusi). Y Hero Takke eCTb HECKOJIbKO HE3HAUUTESbHbIX
0COBEHHOCTEN, KOTOpbIE HE MELLAIOT EMY XXWTb. BOMBLIMHCTBO U3 HUX Nepeaanochb ero
[ETAM: NINWHMWE COCKW, PaCLLEN/IEHNe HEBHOIO A3blYKa, eAMHCTBEHHAs MonepeYHas
NafoHHas CKNaaKa, KBaapaTHbIE KOHUYMKW MasibLEB.

Bce naTb AeTeit HA MOMEHT onucaHust 6bIIM MIaaLle NSTy IET, No3TOMy MHGOpMaLUms 06 nx
pasBUTUM OrpaHnyeHa. OAWH M3 HUX Pa3BMBaJICS HOPManbHO (2 Mecsaua), Y Apyroro
Habntoganacb 3agepxka B pasBUTUM U TPyAHOCTU B 06yyeHum (2,5 roga). Tpoe no3aHo
Havasim roBOpUTb, OMH U3 HUX TaKXKe MMES NErKYH0 CTENEHb 3aAEPXKW PasBUTYSI, a ApYroi
6b111 runepakTuBHbLIM (4 roaa).
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Y Bcex 06cnefoBaHHbIX pa3Hblii HABOp CUMMNTOMOB, HO B LIEMIOM OHW BOJIHE 340POBbI.

Y ABOMX AeTel U3 0AHOMN CeMbM 3afepXKKa (M3MUECKOrO pa3BUTUS: Heaobop Beca U
3agepxKa pocTa. Mx oTew, Takke HoCMTeNb AynavKaumum, Hebonblworo pocTa. Y ocTasnbHbIX
[eTel poCT HOpMasbHbIN. Y 0aHOrO pebeHka Kocornasne 1 YacTble YLIHbIE MHGEKLMM
(BO3HMKAIOT U Y AeTel 6e3 XPOMOCOMHbIX M3MEHEHMIM), HO B OCTasIbHOM OH 30POB. Y ABOUX
Mpu POXAEHUM BbINTO LWYMHOE AblXaHWE, Y OAHOMO U3 HUX OYEHb MAFKME CTEHKN ropTaHu
(napviHromansaums). Y atoro pebeHka Tarke obHapyXeHbl Hebosblune cybaneHanManbHble
KWUCTbI B FOIOBHOM MO3re, KOTOpbIE 0CTaTOMHO YacTo 0bpasytoTcs y aetel be3
XPOMOCOMHbIX U3MEHEHWI U 0BbIYHO HE CUMTAOTCS OMACHbIMU. Y TpexneTHero pebeHka
yBENnYeHa ceneseHka, Ho Cepbe3HbIX 3ab0neBaHni HeT.

®parmMeHT 60nblUe «TUNMUYHOW» Aynankauumn (A — E)

C:%EI]:D Xpomocoma 22

[ 22q11.21 | 22q1122 I 22q1123 ]
| I [ | | | |

17 Mb 18 Mb 19 Mb 20 Mb 21 Mb 22 Mb 23 Mb

-A B C D E F G™H

®parMeHT 60/ible KTUMMYHOW» AynanMKauumn

Ucroynmk: Descartes et al, American Journal of Medical Genetics A | 46A c. 3080,
2008

M3BECTHBI YETBEPO YEM0BEK C TaKOW Aynankauuen. Bce oHM U3 ogHOM CEMbYU, B BO3pacTe OT
BOCbMM [0 31 roga Ha MOMEHT NMOCTaHOBKWM AMarHo3a: MaTb, ee CbiH U ABe A0YepU.

Y KaX[I0ro U3 HWX YABOEHHBbI (dparMeHT reHeTMYECKOro MaTepuana pasmMepoM okoso 4 M6,
HAUYMHAETCS B TOM XKE TOYKE, YTO U «TUMMYHAS» AYNAMKaLms, HO NMPOCTUPAETCS MPUMEPHO
Ha 1 M6 ganblie no XxpoMocoMe u 3aTparusaeT 6onblue reHoB. M3BeCTHO, YTO OTel MaTepu
(nenywka neten) Takke ABNSETCA HocuTeneM aynnvkaumm (Ensenauer 2003).

CMMMTOMbI Y BCEX COBEPLLEHHO pa3Hble, HO ECTb M HEKOTOPbIE COBMaAeHUs. Y oaHoM
[lo4epy 3aZiepxkka B POCTe, Y ApYrov paclenvHa Heba v HeBHO-IIoToYHas
HepocTaTouHocTb (HMH) — 3abonesaHune, Npy KOTOPOM HEBHO-IMOTOUHBIN KnanaH
3aKPbIBAETCS HE MOMHOCTbLIO, M3-3a Yero BO3AYX BbIXOAUT Yepe3 HOC. MNpeanonoxuTensHo,
3TO0 3aboneBaHne ectb 1y ee Matepu. HI'H MoXeT nosBuTbCS M3-3a pacluenuHbl Heba,
YKOPOYEHHOIo Heba, MTMNOTOHMM MbILUL, FAIOTKM WA COYETaHUsl 3TUX NpUYnH. OcobeHHO
yacTto HI'H BcTpeyvaetcs y nopeii ¢ gereymeri22q11.2. Uy MaTtepu, Uy CbiHa CUMbHast
OaNbHO30PKOCTb. Y 060MX aHOManus pa3BuTus nodek (y Matepu BbiiedeHa B 8 neT). Y ChiHa
nerkasi crerneHb rmapoHedposa (yBenmyeHa npasasi noyvka) u psag apyrux HeobbIMHbIX
npob6neM Co 340POBLEM: NPEXAEBPEMEHHOE MOJSIOBOE CO3PEBAHME, rO/TIOBHbIE 60U 1,
BEPOSITHO, CPaLleHne ABYX KOCTel B 061acTv npeanneyunii (Jly4enoKTeBOW CUHOCTO3).

Y Hero Mukpouedanusi (HeeCTeECTBEHHO MasieHbKas rofioBa), paHee 6bin1 NTo3 (CUIbHO
OMyLLEHO NIEBOE BEPXHEE BEKO) — €r0 YCTPaHWUIM XUPYPrMYeCcKUM MyTeM, Koraa Masbyumky
6bin10 NaTb Nnet. MNMomouwk B 06ydeHnn TpeboBanack BCeM, y Manbyuka (13 net) —
YMEpEHHbIE TPYAHOCTU B 06yUYeHMn. KpoMe Toro, y HEro nsioxasi KoopanHaums ABYDKEHWM.
OH, ero Mama 1 ogHa 13 cectep No3gHO HAYYUINCh CAAUTBLCS U XOAUTb. Y CTapLuMX Ys1eHOB
CEMbW ECTb HEKOTOPbIE NPO6/IEMbI C MOBEAEHUEM U MCUXUKOW. MaTepu AUarHoCTUPOBaHbI
TPEBOXHOE U AENPECCUBHOE PacCTPONCTBA. Y MarnbUMKa MOXET 6biTb CKIIOHHOCTb K 3TUM Xe
pacCTPOMCTBAM, a TakXKe K arpeccuu. Y AeBoYek Ha MOMEeHT obcneaoBaHus (8 v 10 ner)
npobnem He 6bi10.
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®parMeHT 3HauMTesNIbHO 6oJblle «TUMUYHOI>» Aynankaumm (A — G)

C:@EI]:D Xpomocoma 22

[ 22q11.21 | 22q11722 I 22q1123 ]
| | | | | | |

17 Mb 18 Mb 19 Mb 20 Mb 21 Mb 22 Mb 23 Mb

-A B C D E F G™H

®dparMeHT 3HaYUTEeNbHO 6onblue «TUMUYHON» aynnukauum

Ucrounnk: Descartes et al, American Journal of Medical Genetics A | 46A c. 3080,
2008

M3BecTHO, UTO Takas Ayn/MKaums ecTb Y ABYX AEBOYEK U3 pasHbIX CEMEN, Ha MOMEHT
MOCTaHOBKW AMarHo3a 1M 6biio no 8 feT. Y Kaxaon u3 HUx aynnvkauum 22q11.2 pasmepom
0K0J10 6 M6. Kak 1 npy «TUNUYHOM» Aynavkaumu, yABOEHHbIE hparMeHTbl HAYMHAKOTCS Ha
y4yacTtke 22q11.21, Ho npocTupatoTcs B ABa pa3a Adanblue (Ensenauer 2003). Obenm
ZeBo4kaM TpebyeTcs noMoLlb B 06y4eHur, HO B OCTa/IbHOM CUMMTOMbI Y HUX COBEPLLEHHO
pasHble. Y oaHol 3 Hux HFH (cM. cTp. 9) u cuHapoM aeduumTa BHUMaHUS. Y apyrow
[EBOYKM NPOBneMbl CO CNTYXOM, CTEHO3 MOYENCMYCKaTeNbHOro KaHana (Cy)KeHve uam
3aKyrnopka Tpybku, OTBOASILLEN MOYY M3 MOYEBOIO My3bIpsi), HE3ABEPLUEHHbIN NOBOPOT
KuLeYHMKa (ManbpoTaums), AanbHO30PKOCTb M BO3MOXHbIN aCTUrMaTU3M, CYAO0POXHbIN
CMHAPOM, CUIIbHOE OTCTaBaHue B pocTe v Bece. OHa No3AHO Hayuunack CUAETb, N0A3aTh U
XoauTb. TPYAHOCTU B 06YYEHUM BbIpaXKEHbI B CTEMEHW OT JIETKOWN 0 YMEPEHHOM.

OpHa TpeTb «TUNUYHOW>» AynaMkauum (B — D)

C:@EI]:D Xpomocoma 22

| 22q11.21 1 22q11.22 | 221123 |
I | | I I I I
17 Mb 18 Mb 19 Mb 20 Mb 21 Mb 22 Mb 23 Mb
- A B < D E F G™H
-~ —_—
MpubnuautensHo 1/3 Ucroynuk: Descartes et al, American Journal of Medical
«TUMUYHON» JynnvKaLum Genetics A | 46A c. 3080, 2008

Takas gynnvkaums ecrtb y AByXMecs4HoOro pebeHka v ero otua. YABoeHHble hparMeHTbl
reHeTUYECKOro MaTepuana pasMepoM NpumMepHo 1 M6 — 3To NPUMEPHO TPETb KTUMUYHOMN»
aynnvkaumm 22q11.2. Y otua npobniemM ¢ pa3BMTUEM WU 3[40POBLEM HE BbISIB/IEHO, OAHAKO
€ro CbiH poanscsl C Hapy>HbIMM MOJIOBbIMM OpraHaMu HeonpeaeneHHoro Tuna (Ou 2008). B
cTaTbe 2012 roga coobluanocb 0 TPEXNETHEM MasbYMKe C NoA06HON aAynnukauuein. Y
Masnbyuka bbina rmMnoToHMA, Tshkenas actMa M 3agep)kka B pa3BuTun. CaeTb OH Hayduscs
B rofi, @ CaMOCTOSATE/IbHO XOAWUTb — B FOA4 U AecsTb MecsueB. B TpexneTHem Bo3pacTe
MPOU3HOCKI TOMbKO OTAESbHbIE C/IOBA. OnmMcaHbl HEOEbIMHbIE YEpTbl /ILA: KPYMHbIV 1106,
3MNMKaHTYC (CKafKa, NpYKpbIBatoLLas BHYTPEHHWIA Yron rnasa), ANMHHbIE PECHULIbI,
LUMPOKas NepeHoCcMLa, BbIBEPHYTbIE HO3APW, OTK/IOHEHHbIE HA3az, YLUHbIE PAKOBMWHbI,
HebosblUME SIMKU Nepeq YLaMu, ManeHbKUIM poT, roTudeckoe Hebo, BbICOKas JIMHKUS pocTa
BOJI0C. HapyLLEHWI CTPOEHMS MOMOBbLIX OPraHOB HET. ManbUvK yHac/eaoBan AynivKaumio
OT MaTepu. YNOMSIHYTO, YTO Y MaTepu rHyCcaBbliA FOI0C U AUCIEKCUS, APYrMX CUMITOMOB He
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06Hapy>eHO (Pebrel 2012).
Menbyaiilmnii pparMeHT «TMNMUYHOW>» Aynaukauum (C — D)

C:%EI]:D Xpomocoma 22

[ 22g11.21 | 22q11.22 [ 22qi123 ]
| I I | | | |
17 Mb 18 Mb 19 Mb 20 Mb 21 Mb 22 Mb 23 Mb
-A B C D E F G™H
-~ -

Menbyanumnii pparmeHT

«TUMUYHOM» AyNanKaLmm ) )
Ucroynnk: Descartes et al, American Journal of Medicai

— —— Genetics A | 46A c. 3080, 2006
«TUnNUYHas» aynnankauma
Takas Ayninkauua eCtb B TpEX CEMbSAX: ABE ONMUCaHbl B MEAULIMHCKUX CTATbsX, C OAHOI‘/JI
paboTtaeT Unigue. O6cnepoBaHo 12 YenoBek, y BOCbMU M3 HUX CUMMTOMOB He 06Hapy>eHO
— 370 Te, KTO Mpolues 0b6creaoBaHWe ToNbKO MOCe TOro, Kak Ayninkaumio 06HapyXum
Y POACTBEHHMKA. B 0AHON ceMbe Menbyuanimnii hparMeHT yaBOeH y pebeHka, ero Matepy, y
[BYX TETb, ASAM W Aeayluku. Bo BTOpoi ceMbe — y pebeHka v ero otua, y pebeHka nMeeTcst
3aflepXXKa B pasBUTUM. B TpeTbel ceMbe aynnvkauust ecTb y ABYX AETEW, MaTepu 1 ee oTua.
B 3701 e ceMbe Ha NPOTSHXKEHWUM TPEX MOKOJIEHMI NepeaaeTcs Hebonbluas AynanKaums
KOPOTKOro nsieda 9-i xpoMocomsbl (9p), U 0ANH U3 AeTel yHacneaosan obe Ayrnimkaumm.
MockonbKy Ha COCTOsIHME pebeHka Morna noBnMSTb Aynankaums 9p, noapobHOCTN 06 3TOM
crlyyae 34ecb He NpuBOASTCS. YABOEHHbI (DparMeHT y Bcex 06C1eA0BaHHbIX PacrosioXeH
B Npeaesiax yyactka «TUNUYHOW» Ayn/vKauum, HO No pa3Mepy OH ropasfo MeHblue —
okosno 0,4-0,5 M6 (Fan 2007; Fernandez 2009; Unique).

Heo6x0AMMO NOMHWTBL, YTO BO BCEX C/Ty4asix FEHETUYECKME aHanu3bl Ha BbisSIBNEHUe
AyN/Kaumm NpoBOAWMINCH TOMBKO AETSIM, Y KOTOPbIX Y)Ke BO3HMK/IM aHOManuu. M3-3a 3toro
celnyac Henb3sa YTBEPXKAATh, YTO YABOEHME Menbyaliero dparMeHTa 22q11.2 kak-1mbo
B/IMSIET HAa pa3BUTME W NMoBedeHNE. TeM HE MEHEE, MPUBOAMM OMNMCAHWE HEKOTOPLIX AETEN.

PebeHok, KOTOpOMY Ha MOMEHT 06cneaoBaHms 610 roa 1 NOATOpPa Mecsua, pa3BMBascs
HOpMasibHO. Y MSTU €ro POACTBEHHUKOB C AyMMKaUMeN HUKaKMX OTKIIOHEHWI Takoke

He BbISIB/IEHO. B ApYyroM cilyyae y CTapLuvX YJIEHOB CEMbU C AyMNMKaLMEN HapyLEHWI

He 6b1/10, B TO BpeMSI KaK Y ABYX AeTel Habntoganacb 3aAepXXka B pasBuTUM. Tak, AeBoYKa
Hayana nepeBopaYMBaThCsl, CUMAETb U XOAWUTb B OXXMAAEMOM BO3pacTe: Mon3aTh B AEBSTb
MeCsILieB, XOAUTb CaMOCTOSATENBHO B MOSITOPA rofa M NMoAHMMATLCS MO JIECTHULE B OAUH oA,
1 BoceMb MecsiLeB. Mpu 3ToM el TpeboBanach NoaAepkKa Anst YCTOWYMBOCTU HOT.

[o onpeneneHHOro Bo3pacTa pa3BuBanack HOPManbHO: Havana ynblbaTbcsl B ABa Mecsua,
neneTaTtb — B YeTbIpe, NepBble C/I0Ba CKa3asna B MNOAroAa, OAHaKo Aasblue peyb

He pa3BuBanack. B Tpu roga obLianack kak BepbasnibHO, Tak M XKECTaMu, yMena COCTaBsTb
(pasbl U3 Tpex cnoB. K YeTbipeM rogam ee pasBuTe COOTBETCTBOBAJIO YPOBHIO
[ByXJieTHero pebeHka. [leBoyka Mnocellana KOpPeKLMOHHbIN AETCKUM call, Tae C Hel
paboTtan TbloTop. TPyAHOCTM B 06YY€EHNM Bbl/IN BblpaXXeHbI B JIEFKOW CTeNeHU. XoauTb

Ha ropLuok B ntoboe BpeMsi CyTOK Hayumnacb B TpU roAa, a K YeTblpeM MHOMoe CTana AenaTb
camocrosiTensbHo. OHa CTapaeTcs oaeBaThCs caMa, XOTS MHorada Tpebyetcs nomoub. Cama
XO4WT B TyaneT, yMeeT MbITb PYKMU.
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[leBOYKY OMMCHIBAIOT KaK 06LWMTENbHYIO, MUYIO M A0OpOXeNaTeNbHYI0 «MPU XeNaHUn», HO
YNOMWHAIOT, YTO OHa MOXET BbITb YNPSIMOW, YaCTO YCTpanBaTb UCTEPUKK, NPOSIBNSTb
arpeccuto Mo OTHOLLEHMIO K BpaTbsiM 1 ceCTpaM. Y Hee HapyLleHa KOHLEHTPaLuns BHUMaHMS.
MHorpa npockinaercs No HovaM, rOBOPUT, UTO €W CTPaLUHO, HO NMOTOM JIErko 3achinaer.

YT0 KacaeTcs 340poBbs, Y OAHOrO pebeHka MMeNoCh BPOXAEHHOE pacLuerieHue BepxHei
rybbl, y ABoux paciienuHa Heba. OaHa AeBoYKa poaunachk ¢ AeuUMTOM Macchl Tena

(2,268 Kr). Y Hee Takxe bbl1 CyJOPOXHbIA CUHAPOM U NPOBNEMbI C AbIXaTebHON CUCTEMON:
LIYMHOE [AblXaHWE, YaCTUYHO BbI3BaHHOE pa3MsirYeHMEM CTEHOK AbIXaTeslbHbIX MyTel, 1
NpUCTYNbI anHo3. Nocne poXxaeHUs OHa Nponexana B 6onbHMLE Tpu Heaenu. En
TpeboBanacb nogaya KMCIopoaa U yCTaHoOBKa 30HAA Ans KopMneHus. U3-3a pedniokca
CoLepXXMMOe Xenyaka 3abpaceiBanocb 06paTHO B NULLEBOA, M NULLA MOT/a NonacTb

B AbIxaTesbHble Nyt (acnmpauus). CyaopoXKHbI CUHAPOM COXPaHWICS A0 YETLIPEX NET,
HECMOTPS Ha NpWEM NPOTUBO3NWUNENTUYECKUX NpenapaToB. 3a YeTbipe roaa 6bis1o He MeHee
20 3nM3040B OCTAHOBKW AbixaHus, ABax bl TpeboBanack peaHuMaums. B Tpu mecsua
pa3sunack mMbpoMmanrus, KOTopas BbidbiBana AnuTenbHble 6011, HenpaBunbHO pa3BuThl
TasobeapeHHble cycTaBbl. Cepaue nmeeT hopMy «canoxka». K TpeMm rogam aeBo4ka
nonagana B 6onbHMUY 6onee 20 pas. B Bo3pacTe YeTbipex NeT perynsipHo npuHUMarna ceMb
NEeKapCTB, BK/tOYas npenapaTtbl NPOTVB 3MWIENCUM, acTMbl U anieprum, BuTaMuH B6. M3-3a
YLWHBIX MHGEKLMI el ABAXAbI NPOBOANAN LLYHTUPOBAHUE.

“HecMOTps Ha TPyAHOCTW, OHA AOBOJIbHO CMbILLIEHas], BbICTPO MOHMMAET, KaK YTO
paboTaeT. OHa NOOUT UrpaTb Ha CBEXEM BO3Ayxe, packpaluvBaTb KapTUHKM 1 3aBOAUTb
HOBbIX ZIpy3el. JTIoBUT CMOTPETb MY/ILTUKM U CIYLLATh My3bIKy, @ U3 UrpyLLEK eil HpaBATCS
KybuKu, nasnbl U Kyknbl. OHa NepeBepHyNa Hally XW3Hb U Halle MUPOBO33pEHUE, 3aHOBO
Hayuuna pagoBaTbCs. Mbl MPOLLAY ANTMHHBIA 1 CNOXHBIN MyTb, HO Barogaps Hallen

C My)XeM noaaepxke y Hee Bce Byaet xopoluo. Henerko, koraa npobnembl CO 340pOBbEM
HE3aMETHbI: 0O XXECTOKM, NMOCTOSHHO KOCATCS U 06CYXKIAt0T 3a CMUMHOW. Mbl, poauTenu,
JIO/DKHBI BbITb FOJIOCOM M 3aLLUTHUKAMKU HaLLKUX AETel. S ropXycb CBOel Aodepbto.”

ATUnNunuHbIE AUCTaNbHbIe MUKpoAaynMKauum 22q11.2 (mexay D n H)

Huxe npuBeaeHbl CBEAEHMS O NOAAX C AyNAMKALMEN, pacrooXeHHON psiaoM

C «TUMWUYHOM» AynnvKaumeln pasmMepom 3 M6, HO He NepekpbIBaloLLEl ee. Takue
AyNIMKaLMM Ha3bIBaOTCA «AUCTaNbHBIMK», TaK KaK HaXoAdTCs 6/IMKE K KOHLYY XPOMOCOMBI.
IMOCKONbKY YABOEH [PYroii y4acToK, 3aTPOHYThI APYrue reHbl, CrieaoBaTesbHO, NPOSIBIEHNS
TOXE OT/INYAIOTCA. DTW CllyYan OnmcaHbl TOMLKO AN NOMHOTLI MHGbOPMaLIMK.

Masnblif yuacTok «aucranbHon>» aynnukauum (D — E)

C:@EI]:D Xpomocoma 22

L 22ql1.21 1 22q11.22 | 221123 |
[ | | I I [ [
17 Mb 18 Mb 19 Mb 20 Mb 21 Mb 22 Mb 23 Mb
-A B C D E F G™H
—— — —
«TuUNnyHas» AynnvkKaums Manblii yqacTok HcroyHnk: Descartes et al, American Journal

«[UCTanbHOI» [ynanKaLmu of Medical Genetics A | 46A c. 3080, 2008
B MELI,VILI,VIHCKOVI CTaTbe OnNnCaHbl ABa C/ly4dad: AeBOYKa B BO3PaCTeE ABYX C MOSIOBUHOM NET U
€€ OTEL, Y KOTOPOro Takas Xe aynjimkauua (OKOJ'IO 1,1 M6) MY)KLIVIHa HE MCNbITbIBAET
SABHbIX pr,El,HOCTeVI B o6yquvw|, HO Yy Ao4epu nposBuiiaCb 3aAEPXXKa B PasBUTUN. OHa
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Hayuunacb CMAETb B CEMb MECSALIEB, YTO COOTBETCTBYET HOPME, HO XOAMTb Hayasna TOMbKO
6nmxe K AByM rogaM. B Bo3pacTe ABYX C MOSIOBUHOW NET MOr/1a NPOU3HECTU NULLb
HECKOJIbKO OTAENbHbIX C/IOB. MOMMMO HaBMCLLMX BEK, YHAC/IEA0BAHHbIX OT OTUA, Y AEBOYKM
KpOLLEYHbIE OTBEPCTUS BO3/E YLlei (NpeaypuKynspHbie SMKK), @ YepTbl NNLa crierka
OT/IMYAOTCA OT 06bIYHbLIX. KpoMe Toro, y Hee kocornasue (CTpabusm) u KpyrHble
noayLieykn nanbues. B ocranbHoM abcontoTHo 3a0posa (Ou 2008).

Manblii yyactok gucranbHoi gynnukaumm (D — F)

C:@EI]:D Xpomocoma 22

[ 22q11.21 | 22q1122 I 22q1123 1]
[ | | I I [ [
17 Mb 18 Mb 19 Mb 20 Mb 21 Mb 22 Mb 23 Mb
—A B C D E F G H
—
«TunuuHas» Aynavkaums Marblil yHacTOK «AUCTanbHOW» Aynavkaumm

Ucroyrmk: Descartes et al, American Journal of Medical Genetics A | 46A c. 3080, 2008

3Ta aynnvkKaums pasMepoM 0Koso 2 M6, yABOEHHbIN y4acTOK YaCTUYHO COBMaAaeT

C npenblp,yu.leﬁ AynﬂMKaLlMeVI, HO AfInHHee. M3BECTHBbI Tpu CnyYasd, 34eCb NpnuBOANTCA
VIH(‘bOpMaLl,VIFI O ABYX: Y HOBOPOXXAEHHOIO 1 Manb4nKa NnocrapLie.

Y nepBoro pebeHka cpallieHne TKaHel 3aaHero npoxoaa (aTpesws), yMeHblUeHHas fieBasi
MoYKa C yABOEHHOM YalleYHO-/IOXaHOUYHOWM CUCTEMOI, NOYEUHbIN pediioKC 1 naTonornm
cepaua: OTKPbITLIN apTepuasnbHbli MPOTOK, OTKPLITOE 0BasfibHOE OKHO U HETUMMYHAS
apTepus, cHabxatoLas KpoBbto NpaByto pyky (noapobHee Ha cTp. 7-8). Cpean MeHee
CEPbE3HbIX OTK/IOHEHWUI: MaNeHbKOE SIYKO, AOMONHUTENbHAs (anaHra Ha 60/bLWIOM nasnble
MpaBoM pyKK1, HEAOPA3BUTbIE HOITU Ha Horax. Bo3MOXKHO MCKPMBIEHME MO3BOHOYHMKA.
MHdbopMaums 0 aanbHeMIeM pasBuTM Manbumnka otcytcreyet (Ou 2008).

Y BTOpOro pebeHka B BO3pacTe OAHOMO rofa M BOCbMU MecsLeB NpobieM C cepauem,
MOYKaMM WM FEHUTaNNAMKN He 6bi0. Y Manbumnka CKOBaHHbIE, MAlONOABWXKHbIE CYCTaBbl,
SIMKM B HVWXKHEIN YacTy NMO3BOHOYHMKA, aHOManusi pasBuUTWsl OAHOIO rnasa. Kpome Toro,

Y HEro KOpPoTKME, KOHUYECKON hopMbl NMasnbLibl HA pykax U Ha Horax (Coppinger 2009).

«AncranbHas>» aynamkauma (D — G)

[ 22g11.21 | 22q11.22 [ 22qi123 ]
| I I | | | |
17 Mb 18 Mb 19 Mb 20 Mb 21 Mb 22 Mb 23 Mb
-A B C D E F G™H
«TunnuHas» aynnvkaums «[ucranbHas» aynnvkauus

Ucroqrnk: Descartes et al, American Journal of Medical Genetics A | 46A c. 3080, 2008

OJTa Aynninkauua pasMepoMm OKOoJ10 3 M6, y;EI,BOEHHbIl‘/JI Y4aCTOK 4YaCTM4HO coBnada€eT

C ,Cl,yn)'lVIKaLl,VIeVI, OI'IVICE]HHOVI Bbllle, HO AJIMHHEE. MBBECTHO, YTO TaKasa Aayninkauua eCtb
Y OABYX YENOBEK. Y Hac ecTb VIH(bOpMaLl,VIH 06 OD,HOVI N3 HUX.

[eBouke 12 neT. Y Hee CEPbE3HaA 3aEP>XXKa B Pa3BUTUN, HeobblYHO ManeHbKasi rofiosa
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(Mukpouedanus), aedekT MexoKenya04KoBON neperopoaku (0TBepcTUE Mexay ABYMS!
HWKHMMUW Kamepamu cepaua), UCKpUBIIEHNE NO3BOHOYHMKA (MOCTOSIHHO HOCUT KOPCET),
HU3KMI MbILLEYHBIN TOHYC, MaloNOABMXKHbIE CYCTaBbl, BO3MOXHbIN CYJOPOXHBIN CUHAPOM.
OHa He MOXET roBOpWTb U XOAUTb, NepeaBuUraeTCs B MHBaNMAHOM Konscke. Cpean MeHee
3HAUMTENbHBIX aHOMasMii — cpoclumecs nanblbl pyk 1 Hor (Coppinger 2009).

bonblwasn «aucranbHas>» aynamkauma (D — H)

[ 22q11.21 | 22q1122 I 22q1123 1]
[ | | I I [ [
17 Mb 18 Mb 19 Mb 20 Mb 21 Mb 22 Mb 23 Mb
-A B C D E F G™H
«TunuuHas» aynavkaums Bonblas «aucTanbHas» Aynankaums

Ucroyrmk: Descartes et al, American Journal of Medical Genetics A | 46A c. 3080, 2008

3Ta aynnvkKaums pasMepoM okoso 3,6 M6, yABOEHHBI y4aCTOK YacTMUYHO COBMaaaeT

C AynnviKaLuMen, onncaHHoM Bblllie, HO A/IMHHEE. B ogHOM U3 cTaTel onucaHo ABa ciyvast:
Manbuuk (6 net n 9 mMecsiueB) u ero matb. Y pebeHka ecTb noBeaeH4Yeckne npobnemsl,
BO3MOXXEH Cy[IOPOXHbI CUHAPOM, HO B OCTaJIbHOM OH 3[10pOB. PasBUTHE U MbILLIEYHbIN
ToHyc B HopMe. (Coppinger 2009).

Bo BTOpOI1 CTaTbe onmcaHa CeMbsl, B KOTOPOW Y AEBOYKM U €€ 0TLa AyrnMKaumMsi pasMepoM
5,6 M6 (Tan 2011). Y aeBo4ku TeTpaza ®anno, ny3blpHO-MOUYETOUHUKOBbIN pedtoKe
(0bpaTHbIM TOK MOYM U3 MOYEBOTO My3bIPsi B MOYKM), MOTEPS CNyXa, 3aZiep)kka PeyeBoro
Pa3BUTUSI U HEMHOIO HEOObIYHbIE YepTbl iMua. POCT Bbile cpeaHero. B ceMb net 6biimn
MPUCTYMbl TPEBOXHOCTM. Y OTUA MHTENNIEKTYasIbHOM HEAOCTAaTOYHOCTU He 6bino. B aeTcTBe
n3-3a 3a4€P>KKN OCBOEHMSI A3blka OH 3aHMMaCs y noronea.

Menbuanias «guctanbHaa>» gynnukauusa (E—F)

;@Em Chromosome 22

| 221121 I 1177 [ 23qi123 ]
I I | | I [ I

17 Mb 18 Mb 19 Mb 20 Mb 21 Mb 22 Mb 23 Mb

-A B—C D E——F GH"

N Menbyaiiuas «aucrasnbHas» aAynnankauua
— _

«TunnyHaa» aynnunkauus

Ucroqrnk: Descartes et al, American Journal of Medical Genetics A | 46A ¢.3080, 2008
Takasi AyNIMKaumMs eCTb Y YETLIPEXIIETHENO UneHa Unigue. YABOEHHbBIN YYacTOK pa3MepoM
0,15-1,7 M6 pacrionoxeH Mexay napamMu ocHoBaHmii 21,769,300 n 21,919,500.
BeposATHOCTb TOro, YTO Ayn/MKaLmMs Takoro pasMepa CTaHET NpUUMHONM Npobnem
CO 30pOBbEM, OYeHb Mara, No3TOMY OMNMCaHUe NMPUBEAEHO TONLKO A/18 MOMHOTLI KAPTUHBI.
BnepBble OTKIOHEHWE NPOSIBUNIOCH B BO3pacTe NSATU MeCsLEB, Koraa CTanam 3aMeTHbI
OTCTaBaHWe B (OM3NYECKOM PasBUTUM U HApPYLLEHWE B Pa3BUTUM KPYMHON MOTOPUKU —
pebeHoK MOr MoBOpayuBaTh rosIOBY TOSIbKO B OAHY CTOPOHY. Poabl NpoLuin CBOEBPEMEHHO
(Ha cpoke 38 Hepenb). Bec (2,8 kr) n pocT (48 cM) pebeHka bblin B npefenax HopMbl.
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MpobneM c abixaHueM He 6bino. Habnogancs HebonbLOok rMNOTOHYC (CNaboCTb MblLL).
Mockonbky pebeHky He TpeboBancs 0cobbli yxo[, ero C MaTepbio BbINMCANM Yepes ABa AHS.
TpyaHoCTEN NpY KOPM/IEHUN IPYAbIO HE BO3HWKIIO, XOTSI HU3KMIA TOHYC MUMMYECKMX MbILLIL,
BbI3blBas1 C/IIOHOOTAENEHNE. Ha 06bI4HYIO NULLY NepeBenu B YeTbIpe roaa.

3pnopoBbe xopollee. Cepaue, NO3BOHOYHMK, MOYENOIOBas CUCTEMA U NMOYKN B HOPME,
CepbEe3HbIX PECNMPATOPHbIX MHAEKLMIA Unm Apyrux 3abonesBaHnin He Habnoganock. OaHaKo
y Manb4mka rmnoTmpeos (HeAoCTaToOK FOPMOHOB LUMTOBWAHOW Xenesbl), ceiyac oH
NPOXOAUT 3aMeCTUTENbHYIO Tepanuio. B roa 1 ceMb MecseB Ha4yanucb Nerkme cyoporu.

B ueTblpe roga eMy NoCTeneHHo Hayanu yMeHbluaTh A03MPOBKY NPOTUBO3MUIENTUHECKOrO
npenapara. 4acTo BO3HMKAIOT yLIHble MHbEKUMM, ANS ynydlleHus cnyxa B 6apabaHHble
MepenoHKM YCTAHOBUIIN LLYHTbI.

dur3MYeckM OH pa3BMBAETCS MeJIEHHEE, YEM CPEAHECTATUCTUYECKMIA pebeHOK ero
Bo3pacta. C nNaTu MecaueB TeMMbl POCTa 3aMeaIUINCL A0 TeX Nop, Noka OH He Bollen B
UNCNO TPEX MPOLEHTOB HAcesIeHMsl C CaMbIM HM3KMM POCTOM M BeCOM. B yeTbipe roga pocT u
BEC He0CTaTOuYHblE.

Y Marbumka eCTb HECKOJIbKO (DU3NYECKUX OCOBEHHOCTEN, B TOM YNUCIIE [Ba CPOCLUMXCS
nanbla Ha Hore M NJIOCKOCTOMWUE, 13-3a Yero OH HOCUT opToneanyeckyto 06yBb. PoaHuYOK
6b171 04eHb 60/bLIONM W 3aKPbIBa/ICS MEASIEHHO. Y HEro HECKOJIbKO 0COBEHHOCTEN CTPOeHUS
Mua, B TOM YKC/IE HEMHOMO ONYLLEHHOE SIEBOE BEPXHEE BEKO M OYEHb CBET/IbIE KOXa U
BOJIOChI.

PasBuTME NporpeccnpoBano HOpPMasbHO A0 NATU MecaueB, HO 3aTeM 3aMeannnock. CHavana
6blna 3aMeyeHa Hebosbluas 3aaepXkka B pa3BUTUM KPYMHOW MOTOPUKM — MOMOI/ia
duznoTepanus. NepeBopaunBaTbCs U CUAETH OH HaYasa B MNOYTU HOPMasbHOM BO3pacTy, HO
K rogy Mbilubl pyK 6binm cnabbiMm M CIULLKOM Hanpsranuch, NO3TOMyY NonsaTb

Ha YeTBepeHbkax Bbifo CNOXHO. TeM He MeHee, B OAMH rof 1 TpW Mecsila OH yXe yMen
non3aTb, a Yepes MecsiL, Ha4yan XxoauTb. MblWLbl NpPUWAn B HOpMy. K yeTbipeM rogam
Mab4yMK CaMOCTOSITENIbHO XOAWUN 1 6eran. B 3TOM e Bo3pacTe ero npuy4mam K ropLukxy.
CunbHee BCEro Bbiaensiach 3afepXxka pe4yeBoro pasBuTyhsl, OAHAKO NMOHMMan pedb OH
HOpPMasbHO, K YETbIPEM roAaM yMen BepbanbHO 06LwaTbes. MOoCKObKY OH eLle Man,
Ha/IMume Kakmx-nmbo TpyaHOCTEl B 06yYEHNM YCTAaHOBUTL HEBO3MOXKHO. Ha MOMEHT
COCTaBfIEHNs BPOLLIOPbI MY YETbIPe roAa, OH YMEET pMCOBaTb M MMCaTb YTO-TO MOXOXee
Ha nepByto 6yKBY CBOErO MMEHW. Y HEro ecTb CMpaBKa, AaroLas eMy NpaBo Ha MOMOLLb
TblOTOpa. YTO KacaeTcsl MOBEAEHMS], B YETbIPE FOAa ero MOXHO Ha3BaTb PafOCTHBLIM U
LPY>XeNtobHbIM, OH CTPEMUTCS BCEM YroauTb. MPOsIBNIEHNI pacCTPOCTB ayTUCTUYECKOro
CreKTpa U Apyrvx ocobeHHoCTel noBeaeHust HeT. MpobieMbl CO CHOM OTCYTCTBYHOT.

“OH 0b0oXaeT urpatb B Cyrneprepoes U B MalLMHKK, NIIOOUT NMOABWXKHBIE UrPbl C APYTMMHA
AeTbMU. Hawm Apy3bsi U Bpauy OTMEYatoT, YTO OH OYeHb A0OPbI U OT3bIBYMBLIA MasbymK.
S npeanonarana xyalwee, HO XOTsl BCE MOXET U3MEHWUTLCS B SIIO6ON MOMEHT, ceryac y Hac
BCe xopowo.”
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«AucranbHas>» aynaukaumsa (E— H)

C:%EI]:D Xpomocoma 22

[ 22q11.21 | 22q1122 I 22q1123 1]
[ | | I I [ [
17 Mb 18 Mb 19 Mb 20 Mb 21 Mb 22 Mb 23 Mb
-A B C D E F G™H
«TunuuHas» aynavkaums «[IucTanbHas» aynnamkaums

Ucrournk: Descartes et al, American Journal of Medical Genetics A | 46A c. 3080, 2008

B MeAMUMHCKMX CTaTbsX €CTb CBEAEHMS O 21 MauueHTe ¢ AynnvKaumeln pasmMepoM OKosIo
2,1 M6. Takas Lynavkaums eCTb Kak MUHUMYM Yy CEMM YSIEHOB OAHON ceMbi. LlecTb
pOLI,MTeﬂeVI Y3Hanu, 4Tto ABNAI0TCA €€ HOCUTENAMM TONbKO nocne 06Hapy>|<eHV|9| aynnnkaumm
y pebeHka. MNMoapobHo 6binn onucaHbl aeBsTh cryvaes (Descartes 2008; Coppinger 2009;
Shimojima 2010).

Y Bcex, yeil BO3pacT Mo3BO/N/ NPOUTH TECTUPOBAHWE, BbI/TN BbISIB/IEHbI pa3Hble CTENeHU
3a0epPXXKN B pasBUTUW. Y ABOUX AETEN OHa BblpaXkeHa €nabo, y oHoro 6osiee 3aMeTHa.
Pa3BuTVE OAHOMN AEBOYKM B YETbIPE C MOIOBMHOM rofa COOTBETCTBOBAJIO YPOBHIO Pa3BUTHUSI
[ByxneTHero pebeHka, y Hee Takke 60nbluas 3aaepkka pa3suTus pedn. Kak 'y apyroro
pe6eHKa: OH Ha4asn roeopuTb TOJIbKO B OAWH roa n BoceMb MecsaLeB, HO CMOETb U XOAUTb

B 06bI4HOM BO3pacTe. OfHOMyY pebeHKy AMarHOCTUPOBaNM TSHKENYIO CTENeHb 3aAePXKKM
pasBuTUS: B 2 roaa 9 MecsleB OH He roBopui 1 He xoann. OanH pebeHoK Bbin CAMLIKOM
Man anst Toro, YTobbl BbISIBUTL OTK/IOHEHWS B pa3BuTUM. [1Boe B3pOC/IbIX MMENN TPyAHOCTU
B 06YYEHMM N K OKOHYAHMIO LLKOJbI TaK U HE Hay4MSIMCb YMTaTb M NMcaTb. [eTu y HUX
060X Takke UMEIOT TPYAHOCTU B 0BydYeHUN. B uneHoB cemelt ¢ aynnunkauuein Habnoganucs
TPYyAHOCTU B 0ByYeHUM 1 3aZepXkKa B PasBUTUK, a Y YIEeHOB 6e3 Aynivkauum ux He 6bino. Y
[eBaTuneTHero pebeHka Hebonbluas 3aAepXxka B pa3BUTHM, HO €My MOCTaBUIN AMarHo3
cumHapoMa Aeduumta BHUMaHUS U TMNEepPaKTUBHOCTU. TMNepakTMBHOCTL HabntogaeTcs ewe y
ofHoro pebeHka. Y ABOVX HU3KWI MbILLEYHBIN TOHYC, B OAHOM C/ly4Yae 3TO CEpPbE3HO BINSIET
Ha 340poBbeE.

Y aByx geten anunencust. Y ogHoro pebeHka B ABA rofa U BOCEMb MECSILIEB BO BPEMSI CHa
Cnyyanucb napumanbHble NPUMNagku, a Bo BpeMst 504pCTBOBaHNS — aMUIENTUYECKME
cnasmbl. EMy HazHauuim NpoTMBO3MNMIENTUYECKME NpenapaTbl.

Y ofHOV AEBOYKM 3aAepXKKa B pasBUTUM U 3aMef/iIeHbl TEMIbI POCTa.

Y oaHoro pebeHka TPEXCTBOPYaTHIN KanaH Mex/y BEPXHEN U HKHEN KaMepaMu NpaBoi
MONOBMHBI CepaLa He 3aKpbIBaeTCs AOMKHBIM 06pa30oM, M3-3a Yero KpoBb Nonajacet
06paTHO B BEPXHIOK KaMepy cepaua (npeacepane), Koraa HMKHSAS KaMmepa (OKenyaoyek)
cokpallaetcs. Y apyroro pebeHka cakpasibHasi iMKa. Y ABYX AETel CKOBaHHOCTb CYCTaBOB.
Y 0HOrO MCKPMBIEHNE MO3BOHOYHMKA (CKOMNO3).

Tpoe aeTeii 1 ABOE B3POC/IbIX MMEIOT HEOBbIMHBIN pa3Mep FoJIoBbl: Y OAHOIrO pebeHka 1
[BYX B3POC/IbIX OHa 60/IbLLIE HOPMbI, Y ABYX APYruX 06CneaoBaHHbIX MEHbILE. Y ABYX AeTeN
HEO6bIYHO ManeHbKMe HKHSS YentocTb M Noab0poaoK (MUKPOrHaTKs), Y O4HOro —
HEECTECTBEHHO 60sIbLLION SI3bIK.
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«[AunctanbHas>» pgynamkaumusa (F — H)

C:@EI]:D Xpomocoma 22

| 22ql1.21 I 22q11.22 | 221123 |
[ [ | I I [ [
17 Mb 18 Mb 19 Mb 20 Mb 21 Mb 22 Mb 23 Mb
-A B C D E F G™H
«TunnyHas» aynankaums «[nucTanbHas» aynavkaums

Ucroyruk: Descartes et al, American Journal of Medical Genetics A | 46A c. 3080, 2008

Mo faHHBIM MeAULIMHCKUX CTaTel, AynavKaums pasmepom okono 1,4 M6 ectb y ABeHaauaTu
yenosek. Tpoe AeTel yHacneaosanu Aynivkauuio OT MaTepu U Tpoe — OT OTua.
MoapobHas nHdopmMaums NpMBOANTCS O NATU AETSAX: ABYX ABYX/IETHUX Manb4uKax,
Manb4YuKe CeMM NEeT, ManbumKe BOCbMU NET 1 aeBodke Tpex net (Coppinger 2009; Chang
2015).

Yy TpeX MaJib4UKOB, Y4aCTBOBaBLUUX B NEPBOM UCCNEANOBAHUN, HU3KMI MbILLEYHbBIN TOHYC U
pa3Hble aHOMann pa3BUTKA. Yy ABOUX U3 HUX anpaKkCusa — HapylleHue ueneHanpaB/eHHbIX
[BWKEHWIA. Y NepBoro 3aiepkka OCBOEHMS si3blka ¥ PeYeBOro passBuTyvst U ruapouedanis:
rofioBa yBe/iMyeHa m3-3a M3bbITOYHOrO CKOMMIEHMS XXMAKOCTU B MO3re. Y BTOpPOro —
avzapTpus (NpobeMbl ¢ apTUKYNSILMEN 3BYKOB PeYM) U HEOMYCTUBLLMECS IUYKN — 3TO
eIMHCTBEHHOe du3nyeckoe 3aboneBaHune, BbISIBNIEHHOE B XO4e UCCNeA0BaHus. Y TPETbero
Manb4uKa rnybokas 3agepXKKa pa3BuUTUS U HEECTECTBEHHO MaseHbKas rosiosa
(Mukpouedanus).

Mo uHdbopMaLmm Apyroro UCCreAoBaHusl, Y BOCbMUIETHErO MasibuMKa UMenach 3afepxkka
B Pa3BUTMK, @ TaKKe HEOObIYHbIE YepTbl MLA: HMU3Kas JIMHUS POCTa BOJIOC, MyHOoKO
MOCAXXEHHbIE /1a3a, BbiCOKasl NEPeEHOCULIA, HEAOPA3BUTbIE HO3APW, PaclenHa BEpXHeN
rybbl n 6onblume nepegHue 3y6bl. Y Hero bbiia OTMEYEHa YMEPEHHast MHTeNEKTyarnbHasl
HeAOoCTaTOYHOCTb M HEeKOoTopble ocobeHHocTn B noBeaeHum (Ribeiro 2013).

ElLle M3BECTHO O AEBOYKE, Y KOTOPOM B 6 MecsLieB Havanack anunencus. Mpu MPT 6bina
BbISIBJIEHA MaXUrMpysi — rMopokK PasBUTMS LLEHTPAIbHON HEPBHOW CUCTEMBI. Y AEBOYKM
nMenacb Mmkpouedanus (rosoBa ManeHbLKOro pa3mepa), LMPOKO pacCTaB/IEHHbIE ra3a U
KOCOrnasue, cepbe3Has 3agepXxka B pa3sutun. Ha MomeHT obcnenoBaHus (3 roga) oHa
He MOrna CMAETb U NepeBopaYMBaTbCs, He yMena roBopuTb. Takxke y Hee bbiia oTMedeHa
rMNOTOHMA U cepbe3Hble npobnemsl co cnyxom (Chang 2015).

36



Mepepaerca nu Mukpoaynaukauus 22q11.2 B Ballei ceMbe?

Okono 70% nrogeli ¢ gynnavkaumen 22q11.2 yHacnenosanm ee oT 04HOro U3 CBOUX
poauTenein. B HEKOTOPbIX M3 3TMX CeMel aynnukaums bbina y aeaywku, 6abyLiky, unm
npeacTaBuTenei 6osee craplumx NokoseHui. Mo pesynbTaTtam 6enbruinckoro
nccneaoBaHus, WECTb U3 AECATU AeTel yHacneaoBany AynavKaumio OT OAHOMO M3 CBOMX
poautenei (van Campenhout 2011). B apyrux cnydasix aynnvkaumsi nosiBUIach BriepBble.
B reHeTuke Takue gynankaumm 0603Ha4aroTcs TepMUHOM de novo (dn) (NaT. «3aHOBO»).
Takue gynnvkaumm 22q11.2 BO3HMKAKOT Npu 06pa3oBaHnM CNepMaTO30MA0B UK
AALEKNETOK, MO0 B NEPBbIE AHM NOCNE ONIOA0TBOPEHUS. EANHCTBEHHDIN CNocob y3HaTb,
ABNAETCA N1 Aynavkaums 22q11.2 HacneaCTBEHHON — NPOBECTM aHa/IM3 XPOMOCOM 060MX
poauTENEN, faXe eCniv OHU MOJTHOCTLIO 340POBbl. ECNM y 04HOro U3 poauTeneit Takas xe
Aynnvkaums, Kak y pebeHka, MoXHO npeanosioXuTb, YTO OHa YHaceaoBaHa.

Baluy oeiicTBMSI HUKAKMM 0B6pa3oM He MOrJIM CTaTb MPUYUHONM TOMO, UTO BalleMy pebeHKy
nepeganacb Aynankauus 22ql1.2, v Bbl HAKAK He MO NPeaoTBPaTUTL ee MosiBleHue.
Hwu okpyxxatowas cpega, HU NUTaHne, HX MecTo paboTbl MM 06pa3 XU3HWM He MOTyT CTaTb
NPUYMHON BO3HMKHOBEHMS Aynninkaumm 22q11.2 (kaK 1 nobbixX ApYruX XPOMOCOMHBbIX
OTK/OHEHMI). HuKakue AeiCTBUSI poauTENei a0 unv BoBpeMsl 6EPEMEHHOCTM, HE MOTN
CMpOBOLIMPOBATb MOSIBNIEHWE AYN/IMKaLMW. B 3TOM HET Balleit BUHbI.

Ecnu y uenoBeka c Mukpogynamkaumein 22q11.2 cuMNToOMbl HesIBHbIE, Y APYIUX
YJIEHOB €ro CEMbM NPU3HaKKN ToXKe 6yayT HE3HAUNTESIbHbIMK?

He Bcerga. [laxe ecnu aynnvkKaumm y BCEX YJIEHOB OHON CEMbU OAMHAKOBbIE, CUMIMTOMb!
MOIyT LUMPOKO BapbMpoBaTb. Hampumep, y KOro-To Aynimkaums MoXXeT NposiBASTLCS
HE3HAYMTENbHO WM HE MPOSIBASITLCS COBCEM, @ Y KOTr0-TO NOSIBATCS CEpbe3Hble aHOManum.
STO KacaeTcs CrocobHocTeln k 06yYeHnto, NpobsieM Co 340POBLEM U MOBEAEHUEM.
PacnpocTpaHeHbl cilydaun, Koraa y poauTens HeT TPYAHOCTeN B 06y4eHnm, Ho pebeHKy
TpebyeTcs AONOSHMTENbHas MOMOLLb. YacTo y UneHOB OAHOM CEMbU C AyninKaumen
22q11.2 pa3Hble NpobsIeMbI CO 3I0POBLEM: KaK Yy NPEeACTABUTENEN OAHOrO MOKONEHMS
(poaHble 1 ABOIOPOAHBIE BpaThst U CECTPbI), Tak U pasHbIX (6abyLlek 1 AeayLlek, poauTenen
N peten). benbruickue yyeHble NpeanonaraloT, YTo y AeTen ¢ Aynavkaumen de novo
MeHbLLE Npo6JieM C pasBUTMEM M MOBEAEHUEM, YEM Y AETEN, YHACIEA0BABLUMX AyMMKaLMIO
OT 0AHOro M3 poauTesniel. MocKobKy B MCCIEA0BaHUM y4acTBOBasIO OYEHb Masio AETEN,
Tpebyerca npoBecTn 6onee KpynHoe nccneaoBaHue, YTobbl NOATBEPANUTD 3TO
npeanonoxenne (van Campenhout 2011).

g N

Kak BO3HMKalOT HOBblE C/ly4yau
aynnuvkauum 22q11.2?

PoanTensm HeobxoamMMo caenaTb
reHEeTUYECKUI aHanM3 KPoBU, YTOObI
BbISSICHWUTb, NOYEMY MPOMU30LLIIa
MUKpoaynankaumsa 22q11.2. Ha aaHHbIN
MOMEHT (CcM. Bbilwle) B 70% Habntogaembix
ceMell fynnvkaums nepepanacb ot
poauTens. B apyrux cnydasix reHeTUYecKui
MaTb v CbiH: B 70%  ananu3 kposu 0601x poauTeneii nokasan
Cny4aes Aynnvkauus  HopMasnbHble XpOMOCOMBI. 115 0603HaueHus
yHacnenoBsaHa ot 3TOro AB/IEHUSA FEHETUKM UCMONb3YIOT
OLHOTO W3 poauUTEnen. TEPMUH de NoVo, YTO 3HAUUT «3aHOBO».
Takas gaynnvkaums
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obpasyeTcs B pesynbTaTe U3MEHEHWH, KOTOpbIE NMPOMCXOAST B npoLecce hopM1poBaHuS
CNEPMATO30MA0B MW SNLIEKNETOK, M0 B npouecce hOpMMPOBaHUS U AENEHUS KIETOK
Ha PaHHKX CTaAMsSIX SMEPUOHANBHOMO PasBUTHSI.

BHe 3aBMCMMOCTM OT TOrO, YHacneAoBaHa AynavKaumns Uiy BO3HUKIIA de novo, Ballu
[LeNCTBUSI HUKaKUM 06pa3oM He MOr/v CTaTb NMPUYMHOMN BO3HUKHOBEHWUS AyMMKaLmm
22q11.2 y Bawero pebeHkKa, 1 Bbl HUKAK HE MO NPeAoTBPaTUTL ee MNosiB/IEHNE.

Hwv okpyxatoLlas cpefa, HM NUTaHWe, H1 MecTo paboThbl nm 06pas >XM3HKM He MOryT CTaTb
MPUYMHON BO3HUKHOBEHUS Aynnnkaumm 22q11.2 (kak 1 nobbix APYrMxX XPOMOCOMHBIX
OTK/IOHEHMI). HUKakue aeicTBus poavTeneit 4o wnv BoBpeMst 6epeMeHHOCTU, He MOrn
CMpOBOLMPOBaTL MOSIBNEHME AynMKauun. B 3TOM HeT Ballei BUHbI.

MoxxeT nu Aynavkauus BOSBHUKHYTb MOBTOPHO?

B ceMbsix, rae poauTenu caany reHeETUHECKUI aHanms 'y OHOro U3 poauTtenei
0BHapyXWnn TaKyto XKe AyNnvKaumio, Kak Uy pebeHka, puck BO3HUKHOBEHMUS AyniMKaumm
22q11.2 Bo BpeMs cneaytoLien 6epeMmeHHOCTM cocTaBnsieT 50%. CylecTByeT o4YeHb
HebosblIas BEPOSTHOCTb, UTO BO BPEMs crieaytoLlei 6epeMeHHOCTM BO3HMKHET Bonee
OZIHOW KOMuK yyacTka 22q11.2. B MeANLMHCKOW NnTepaType 3acdMKCMpPOBaH Clydaid, Koraa
y MaTepu ¢ aynauvkaumen 22q11.2 (Tpu yyacTtka 22q11.2 — B HOpMe WX [Ba, N0 OAHOMY

Ha XpOMOCOMY) poAaunach A04Yb C YETbIPbMS TaKMMKM YYacTKaMu. 3TO sIBNeHNEe Ha3blBaeTCs
Tpunnukaums (Yobb 2005). SABnsi0TCA M AONOMHUTENbHBIE KOMWUKU KITMHUYECKN 3HAaYMMbIMK,
HEN3BeCTHO.

Mockonbky aynamkaums 22q11.2 MOXeT NpOsiBASTLCA O4YeHb MO-Pa3HOMY, HEBO3MOXXHO
TOYHO OnpeaenuTb, kak OHa NMOBMSIET Ha pa3BUTUE, 340POBLE UK NoBeAeHUe pebeHka.
Ecnun y oboux poautenein HopMasbHble XpOMOCOMbI, BO3HMKHOBEHWE Aynnnkauum 22q11.2
Wn Apyroro XpOMOCOMHOIO OTK/IOHEHUS Y criefytowero pebeHka ManoBeposiTHO. B peakux
cnyyasix (MeHee 1%) No pe3ynbTaTaM aHanmn3a KpoBK XPOMOCOMbI POAUTENEN B HOPME, HO
HECKOJbKO SIMLIEKNETOK UK CNEepMaToO30Ma0B COAEPXAT MUKpoaynvkaumio 22g11.2. 31o
SIB/IEHME Ha3bIBAETCSl MO3aULIM3MOM KIIETOK 3apOAbILLEBON JIMHWK. DTO O3HAYaET, YTo
POAUTENU, Yel aHaNM3 KPOBM MOKasasl Ha/lMdMe Y HUX HOPMasibHbIX XPOMOCOM, MOTYT MMETb
HECKOJIbKO AETEN C AyrINKaLUEN.

Mpu NnaHMpoBaHWUK crieayroLlent 6epeMEHHOCTM Bbl MOXKETE 06paTUTLCS KO Bpady-reHETUKY.
Tarke npeanaraeM 03HaKOMUTLCS C Hallel 6poLutopoit «MaHMpoBaHUe CrEAYHOLLETO
pebeHka».

DOetn Mmoero pebeHka c MMKpoaynnukauuein 22q11.2 yHacnenyior ee?

CTaB B3poC/ibiM, Ball pebeHOK MOXET HayaTb M1aHMpPoBaTb COBCTBEHHBIX AETEN.
Ocob6eHHOCTM 3TOr0 OTK/IOHEHMS elle HeOCTAaTOYHO U3ydeHbl, YTObbl AenaTb BbIBOAbI O ero
B/IMSIHUM HA (DEPTUIIbHOCTb, OHAKO, CKOpPEe BCEro, NpobieM He BO3HUKHET. Kaxxabii
YesIoBEK C MMKpoAyNMKaLmMen MOXeT nepeaats (MM He NepeaaTb) XPOMOCOMHYHO
aHoManuio pebeHKy ¢ BeposTHOCTBIO 50%.
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MpunoxxeHune
BO3MOXXHbIi1 BOBJ/IEYEHHbII reH
BonbwmHcTBO 13 30—40 reHoB, pacrnoNOXeHHbIX Ha yyYacTke

W «TUMUYHOM» MUKpoaynankaumm 22q11.2 pasmepom 3 M6, elle
P2 He 6binn NONHOCTLIO onucaHbl. OaHaKo uccneaoBaTeny

12 CUMTAIOT, YTO OTCYTCTBME OAHOrO KOHKPETHOro reHa, 78X1

11 1 (19,744226-19,771116 (reHom GRCh37/hg19)), aensetcs

1.1 TBX 1 npuuMHOM MHOMMX TUMWYHBIX CUMMTOMOB CMHAPOMA

1121 mukpogenelm 22q11.2, Taknx Kak nopok cepaua, pacliesmHa

1192 Heba, OTAnYMTENbHbIE YepThbl MU 1 NOTeps Cyxa. YyeHble

11.23 CUMTAIOT, YTO OTCYTCTBUE reHa 7BXI HWKaK He BNnseT

Ha BO3HMKHOBEHMWE TPyAHOCTEN B 06yyeHun. FeH 7BXI
OTBeYaeT 3a 0bpasoBaHue benka T-box 1. FeHbl cemelicTBa T-
box urpatoT BaxkHyto posib B hOPMUPOBaHUM TKaHEW 1 OpraHoB
BO BpeMsi aMOpMOHanbHOro pa3euTus. [peanonaraercs, 4To
OTCYTCTBWE reHa B C/ly4ae MUKPOAENELMM N ero Konus

B CJydae MUKPOAYMMKaLMM, MOXET HapyLWWUTb HOPManbHOE
pa3BuTVe opraHoB. OHaKO MHOTMe NoAM C Aeneumen u

13.33

AynavKaumeid He MMetoT NpobsieM C pasBUTMEM OPraHOB, YTO YKa3blBaET Ha TO, YTO reH
7BX1 — He eavHCTBEHHas NpuYMHa nosiBnieHns cumntomoB (Torres-Juan 2007; Zweier
2007; Ou 2008; Wentzel 2008).

Y10 37O 3HAUMUT? HEKOTOpre BO3MOXHble pe3yJ/ibTaTbl reHEeTU4YeCKMUX TeCtoB

46,XY,dup(22)(q11.2q11.2) 370T pe3ynbTaT NOKa3bIBAET, YTO OXMAAEMOE KOMYECTBO
XPOMOCOM (46) 6b1710 06HapyXXeHO y MyxuuHbl (XY). ynnvkaums 6bina obHapyxeHa

B XpOMOCOMe 22, C ABYMSI TOYKaMu pa3pbiBa, NpudemM obe HaxoasTcs Ha ydacTtke 11.2.
[loMONHUTENbHDI FEHETMYECKUI MaTepuasn MOXET HaXOAUTHLCS HEMOCPEACTBEHHO PSAOM
C UCXOAHBLIM MECTOMOJIOKEHNEM («TaHAEMHas» AyNanKaums) v B ApyroM MecTe
(HanpvMep, Ha HEKOTOPOM PacCTOSIHAM UK Ha ApYroi XpoMOCOME).

46,XX.ish 22q11.2(TUPLEx3) de novo 3T10T pe3ynbTaT NoKa3blBaeT, YTO Y >KEHLUMHbI
(XX) 66110 06Hapy>XeHO 0XXnaaemMoe KOM4ecTBO XpOMOCoM (46). B xoae TecTupoBaHus
6bin1a ucnonb3oBaHa TEXHOMOI WS, U3BECTHas Kak rubpuamnsaumns in situ (.ish), kotopas
noKasasna, YTo reHeTuyeckuin mapkep TUPLE, npucyTCTBYeT B TPEX KOMUSX BMECTO ABYX
(KaK gosikHo 6bITb B HOpME). De novo 03Ha4vaeT, uTo Mo pe3yfibTaTtaM TecTa poauTenel,
AynnvKaumm B ydactke 22q11.2 y Hux Her.

arr cgh 22q11.21(17 391 672-19 761 934)x3 hg19 370T pe3ynbTaT NOKa3bIBaET, YTO
TEXHOI0MUNS, N3BECTHAs KaK MaTpu4yHas CpaBHUTENbHas reHoMHasi rmbpuamsauums (arr cgh),
BbISIBUMIA IOMOJTHUTENBHYIO KOMUIO YYacTKa 22q11.2 (x3; HopManbHOe KOJTMYECTBO KOMUiA
JIBe — M0 OJIHOM Ha Kaxkayto 22 XpoMocoMy). HoMep nepBoit OMONHUTENBHOW Napbl
ocHoBaHwii — 17 391 672, nocneaHeit — 19 761 934. Ecnu BbIYECTb NEPBOE YNCNO U3
BTOpPOro, nonyuntcs 2 370 262 AONOHUTENBHBIX Nap OCHOBAHWI UK okoso 2,4 M6
gononHutenbHoro Matepuana. hgl9 ykasbiBaeT Ha TO, Kakasi Bepcusi nocrefoBaTeslbHOCTH
reHoMa YesioBeKa MCnosib30Basiachb A/st 3TUX U3MEPEHWN.
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Undopmaumsa n noaaeprkka

\ F'pynna nopaep)xkn ceMei C peAKMMU XPOMOCOMHbIMU
( OTKJ/IOHEHUsAMMU,
The Stables, Station Road West, Oxted, Surrey. RH8 9EE. UK.

Uni Oe Ten. +44(0)1883 723356

info@rarechromo.org | www.rarechromo.org
MpucoeauHsaiiTecb k coobwecrey Unique, 4To6bl NosyyaTb AOMNO/IHUTESIbHY IO
nHdpopmaumio, Heo6xoaMMYI0 MOMOLLb, @ TaK)Ke BO3MOXKHOCTb O6LLEHUsI C CEMbSIMY,
B KOTOPbIX BOCMUTbIBAIOT AeTei C XPOMOCOMHbIMU HapyLUEHUSIMU.
Unique — 370 6naroTBopuTenbHas HerocyaapCTBEHHast opraHnsaums. PuHaHcoBas noaaepXxka
OCYLLIECTBNSETCS UCKITIOUNUTENBHO 3@ CYET rPaHTOB M MOXEPTBOBaHWIA. Bbl MoXeTe caenaTb
NoXXepTBOBaHWE Ha HalleM oduuManbHOM canTe

www.rarechromo.org/donate Momorute HaM, 4YTobbl Mbl MOMOrNIN BaM!
Chromosome 22 Central www.c22c.org
c/o Murney Rinholm, um

7108 Partinwood Drive, c/o Stephanie St-Pierre,

Fuquay-Varina, 338 Spruce Street North,

North Carolina, 27526, USA Timmins,

Ten.: +1 (919) 567-8167 Ontario,

info@c22c.org unu usinfo@c22c.org Canada ON P4N 6N5

Fpynna B Facebook*:
www.facebook.com/groups/214854295210303

Bpolutopa paspaboTaHa 6/1aroTBOPUTENbHOM OpraHu3aumeit

Unigue npu cdvHaHcoBol noaaepxke James Tudor J A M E S T U D O R

Foundation (®oHa OxeiiMca Tiogopa) FOUNDATION

I'pynna noaaepXku cemMeit C peAK1MM XpOMOCOMHbLIMU HoMep B peecTpe 61aroTBOpUTENbHBIX OpraHuU3aLmnit
OTKJIOHEHMSIMMU 1110661

HoMep B peecTpe kOMMaHuii AHIMK 1 Yanbca PerucrpauvoHHbiit Homep 5460413

*[eatenbHocTb Meta (coucetn Facebook u Instagram) 3anpewieHa B Poccum.
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