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BBEAEHMUE

Monumopdun3M KIMHUYECKUX MNPOSBAEHUM MPU CUHA-
pome paeneuun 22q11.2 cBsi3aH C «MOJIOMKOW reHoma»
B o6nactv gqll1.2 AMHHOrO niedya XpPOMOCOMbl 22, npwu
KOTOPOM MPOMUCXOAMUT MOTEPS FEHOB, Y4aCTBYIOWMX B pas-
BUTUM HECKOJMIbKMX CUCTEM OpraHuM3ma B npouecce am6pumo-
reHesa. TaK, Hanpumep, OTCYyTCTBUE IKcnpeccun reHa TBX1
BefeT K HapyweHutio dopmupoBaHusa B ambpuoreHese 3-n
W 4-W TNOTOYHbIX Ayr U, cnefoBaTeNlbHO, K aHOManusam pas-
BUTUS cepLa v ero BbiBOASALWEro TpakTa (TeTpaga danno,
fedeKT MexrKenygoyKoBOM MeperopoaKku, npepBaHHas
ayra aopTbl), BUIOYKOBOW Kenesbl (T-KNeToYHbIM UMMY-
HoAedUUMT), NapalLMTOBUOHbBIX XKenesd (rMnokanbuueMus)
1 Heba (pacliennHa Heba) [1, 2]. Apyrue reHbl (COMT, CPT,
PRODH v ap.) MOryT BIUSITb HA KOFHUTUBHbIE CIOCOBGHOCTHU
M ncuxumyeckoe 3a0poBbe pebeHKa [1-3]. Takum ob6pa-
30M, XPOMOCOMHbIE [eNeLMn XapaKTePU3YIOTCH WHUPOKUM
GEHOTUMUYECKUM CNEKTPOM, BO3HUKAOWNM B pesynbrate

B3aMMOBJ/IMSIOWLMX U YCYryonaiowmnx HapyweHun GyHKLKUM
CUCTEM W OPraHoB.

PaHHee o6GHapyXeHWe XPOMOCOMHOM aHoOManuu Mno-
3BOJISeT CBOEBPEMEHHO COCTaBUTb MNpPaBW/bHbLIA MaaH
BelleHUs nalueHTa, CKOPPEKTUPOBATbL NeYeHne, OCHOBbI-
BafCb Ha MOHWMaHWW 3TUONIOTUM WU MaToreHesa [JaHHOro
3aboneBaHna U, B KOHEYHOM WTOre, npeaynpeiutb BO3-
HUKHOBEHWE BO3MOXHbIX OCNOXHEHUN [1]. COBPEMEHHbIV
YPOBEHb MOJIEKYNSPHON IMArHOCTUKM, B T.4. MOJIEKYNSPHO-
LIMTOreHEeTUYECKOE UcciefoBaHue, Hanpumep, C UCMosb-
30BaHMEM MeTo40B GyopecueHTHOW rnépuansauuun in
situ (Fluorescent in Situ Hybridisation, FISH), cpaBHu-
TeNbHOM reHomMHon rmépuamnsaumm (Comparative Genomic
Hybridisation, CGH) nu60 MynbTMNAEKCHOW NWraHa3aBu-
cumon amnnmoukaumm (Multiplex Ligand-dependent Probe
Amplification, MLPA), no3Bonset BepudumumMpoBaTb AMarHo3
cuHapomMa aeneumn 229l11.2 ¢ goctoBepHOCTbIO A0 95%,
YTO UCMONb3YIOT KakK B Npe-, Tak KU B NOCTHaTalIbHOM Nepu-
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ofe [1-3]. CoctaBneHue anropMtMa Be4eHUs TaKOW KaTero-
pPUKN NaLMEHTOB Ha OCHOBAHWW PE3YNLTAaTOB MOJEKYNSPHON
ANArHOCTUKM MMEET CYLLECTBEHHOE 3HAYEHUE A8 MeaULLMH-
CKOW MPaKTUKKM U, B HAaCTHOCTH, NPaKTUKKU neguaTpa.

AJITOPUTM AUATHOCTUKU CUHAPOMA

AENELUU XPOMOCOMbI 22 B NPEHATAJIBHOM

NMEPHUOJE (puc. 1)

[narHocTMka cuHapoma geneumm XpoMocoMmbl 22 B npe-
HaTallbHOM MNepuoAe MO3BOASET ONTUManbHO CKOOPAMHM-
poBaTb MnaH NleYeHUss HOBOPOXKAEHHOro, MHGOPMHUPOBaTb
NPOPUNbHbBIX CMELMANUCTOB O POXKAEHUN pebeHKa ¢ JaHHOM
naToforMen ¢ Lenbio CBOEBPEMEHHOIO OKa3aHMs NMOMOLLM
y)Ke B YCNIOBUSAX POAWIBHOIO JOMa M Ha 3Tanax ganbHenwewn
rocnuTanusauuu.

B npeHaTanbHOM Mepuoje C Lenblo onpeaeneHns Xpo-
MOCOMHOM aHOManuu MPOBOAMTCS OLLEHKA COoAepKaHus
CbIBOPOTOYHbIX MapKepoB B KPOBW MaTepu M ynbTpasBy-
KOBbIX MapKepoOB XPOMOCOMHOM aHOManuu, a TakKe 3Xo-
Kapauvorpaduyeckoe wuccnegoBaHve nnoga, NO3BONSAIO-
iee AMarHocTMpoBaTb MOPOKM PaA3BUTUS cepila Ha CPpoKe
11-14 Hep rectauun. OgHaKo cnegyet OTMETUTb, YTO, XOTS
CTPYKTYPHble abeppauuu, B T.4. U MUKPOAENELMU, NMPU ITHUX
MeToAax npeHaTanbHOM AMAarHOCTUKM He BbISBASIOTCS, TEM
HEe MeHee OHM M03BOAAT CHOPMUPOBATL TPYMMNy PUCKa
6epeMeHHbIX Mo Hanbosiee YacTbiM YUCNOBbIM XPOMOCOM-
HbIM cuHapomam [4, 5].

B | TpumecTpe 6epeMeHHOCTM AMarHOCTMPOBaHHOE pac-
LUMPEHHOE BOPOTHMKOBOE MPOCTPAHCTBO Yy MNioAa SABASET-
€Sl [ONOMHUTENbHLIM MapKEPOM BO3MOXHOW XPOMOCOM-
HOM aHOoManuu [4, 5] 1, COOTBETCTBEHHO, NMOKa3aHWEM NS
[AeTaNnbHOro axoKkapanorpapuyeckoro uccnefoBaHus nnoaa
BO Il TpumecTpe 6epemeHHOCTU. Bo Il TpumecTpe npoBoanTes
npeHaTasbHas AMarHOCTMKa MNaTofiorMKM CTPYKTYp cepaua,
TUMYyCa, YeNtOCTHO-IMLLEBOM, MOYEMNOIOBON CUCTEMbI, CTUTM
ancambpuoreHesa [4, 5].

Mpu 06HapyKEHUU C NOMOLLbIO 3XOKapaMorpadmn4ecKkoro
nccnefoBaHns KOHOTPYHKanbHbIX MOPOKOB cepiua peKko-
MeHAyeTcsl NpeHaTanbHas AMarHOCTUKa CUHAPOMA AeneLun

22q11.2 y nnoga (6noncusa BOPCUH XOPUOHaA MW aMHUOLLEH-
Te3). [loKasaHMeM K npeHaTasbHOM AMArHOCTMKE AaHHOro
CUHAPOMaA SABNSETCA TAKXKe OTArOWEHHbIM CEMEWHBIN aHaM-
HE3 W Hanuuune y poautenem MMKpoaeneLmm XxpoMocomol 22.
Mpn 3TOM PUCK ayTOCOMHO-AOMWHAHTHOIO HacneaoBaHUA
neneunn coctasnset 50% [1, 4, 5].

AJITOPUTM AUATHOCTUKU U IEMEHUA

B MOCTHATAJIbHOM NEPUOAE (puc. 2)

KapavanbHble HapylieHUs

B noctHaTanbHOM nepuoge Ha MepBbin NaaH y nayueH-
TOB C CMHAPOMOM Aeneunn 22q11.2 BbIXOAUT CUMNTOMAaTUKA
KOHOTPYHKaNbHbIX MOPOKOB CepAua, MMelWnx Haubonee
TSXKEeNble KNMMHUYECKME NPOosiBAEHMS. Y HOBOPOXKAEHHbIX Yac-
TOTa BPOXKAEHHbIX MOPOKOB cepALa cocTaBnseT MeHee 1%,
M3 HUX OKOJI0O 50% — 3TO KOHOTPYHKasbHblE€ MOPOKMK, MpH
KOTOpbIX CTPaAaloT BbIBOASALLME TPAKTbI cepaua [6, 7].

KoHOTpyHKanbHble MOPOKWM cepaua MOryT MposiBAATHCA
cnefyownmMn BuaamuM BPOXAEHHOM MNaToNOMMU cephevHo-
COoCyaucTOMn cucTembl: TeTpaga Panno, npepBaHHas ayra
aopTbl apoyHoro tTuna B (mexay neBOoW COHHOM W NneBoKn
nogknounyHom aptepuen, 1AA; B 30-45% cnyvyaeB gMarHos
22q11.2), nepeKT MexxKenyao4KkoBon Neperopogkn — n3o-
nunpoBaHHbIn (VSD) nnn B coveTaHuu ¢ aTpe3nen nero4yHom
aptepun (PA-VSD; 12,5%), obwun aptepuanbHbliii CTBON
(TA; 14-25%) [6-8].

KnuHWYecKkMe npu3HakuM 3aBUCAT OT BMAA M CTEMEHMU
TSXKECTU NOopoKa. B nccnegoBaHusax NnokasaHo, YTo aeneums
XpomMocoMbl 22 BbigBnsnacb y 10% 60/bHbIX C KOHOTPYH-
KalbHbIMWU NOpoKamu [6]. OKcureHotTepanusa npu rny6oKown
fecatypauuu y Takux geten manoadPeKkTnBHa, U pesynbraT
ee NpoBeaeHNs 3aBUCHUT HE TONTIbKO OT CTEMEHU CMELIMBaHUS
BEHO3HOW W apTepunanbHOM KPOBMU, CTEMEHU PE3UCTEHTHOCTH
MEeXay Nero4yHbiIM U CUCTEMHbIM KPOBOTOKOM M pa3mMepa
NIErOYHbIX apTepui, HO WU, KakK MpaBuiO, OT HaNuMuus Wau
OTCYTCTBUS KPYMHbIX a0OPTONEroYHbix coeanHeHmn (MAPCAS)
[7]. OgHaKo A0 HacTosLEro BpEMEHU He yCcTaHOBEHa Kop-
pensiLung Mexzay BblParKEHHOCTbIO 3TUX HapyWeHU U Hanu-
4yMeM y nauueHTa cuHgpomMa geneunn 22q11.2 [6-8].

Puc. 1. AnropuT™ AMarHOCTUKM CMHAPOMa [eneLmnmn XpoMoCcoMbl 22 B NpeHaTaibHOM nepuoae
Fig. 1. Algorithm for the diagnosis of chromosome 22 deletion syndrome in the prenatal period
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— YKOpOYeHue Tpyb4aTbix KOCTEN U T.A.

|
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M3 KyNbTypbl NYNOBUHHOW KPOBM nnoga
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Puc. 2. ANropuT™ MarHoCTUKK 1 IeYEHUs CUHAPOMA AeNelnn XpOMOCOMbl 22 B NoCcTHaTaslbHOM nepuoae
Fig. 2. Algorithm for the diagnosis and treatment of chromosome 22 deletion syndrome in the postnatal period
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Mounck u nckaovyeHne BO3MOXKHO HeAMarHoCTUPOBaHHbIX HapyLWEeHUH APYrUX OPraHoOB U CUCTEM,
XapaKTepHbIX ANA AeneLnn XpoMocoMbl 22

MpumedaHne. IxoKIm — axokapamorpadus, IKI — anekTpokapanorpadus, Y3N — ynsrpasByKkoBoe uccnegoarne, KT/MPT — KomnbtoTepHas/

MarHWTHO-pe30HaHCHas Tomorpadus.

Note. EchoCG — echocardiography, ECG — electrocardiography, U/S — ultrasound, CT/MRI — computer tomography/magnetic resonance imaging.




Mpu TeTpage Panno ¢ HanMyMem fgeneLmm XpoMOCOMbI
22 aunaTauus Iero4HON apTepPUn yrKe BHYTPUYTPOOHO MOXKET
NPUBOANTL K MEXaHWYEeCKOM KOMMPECCUU AbIXaTeNbHblX
nyten n TpaxeobpoHxomMansaumm [7]. OCHOBHbIMWU UHCTPYMEH-
TamMu Npu AMarHoCTMKe BPOXKAEHHbIX MOPOKOB cepaLa ocTa-
eTCa 9X0- W 3NeKTpoKapaunorpadus, PeHTreHoNorn4yeckoe
nccnegoBaHWe OpraHoB FPYAHOM KNETKW, MarHWTHO-pes3o-
HaHCHas Tomorpadus ¢ KOHTPacTUpPOBaHWEM ANA BbisSiBE-
HUS aHoManuu cocyaos [1]. Mpu NnpeHaTanbHOM BbISIBIEHWUA
CUHApPOMa JAeneunn XpoMocoMbl 22 aetu B 06593aTeflbHOM
nopsiike AOMKHbl ObiTb 06cneaoBaHbl Kapauonorom [4].
Kapanoxmpypruyeckon n aHecTe3nonornyeckon 6puragamm
pelaeTcs BONPOC O BO3MOMXHOCTM W MaaHe onepaTUBHOIO
nevyeHuns.

TaxenblM KOHOTPYHKalbHbIM MOpPOKaM cepaua MoryT
COMYyTCTBOBaTb HapyLIEHWUS CO CTOPOHbI APYrUX CUCTEM
M OpraHoB (3HAOKPWHHbIE U UMMYHHbIE HapyLleHWs, NOpo-
KW YeniocTHo-nnueBon obnactu [1, 3, 4]), KoTopble MoryT
ycyry6natb Te4eHne nocneonepauuoHHoOro nepuoga u cno-
co6CTBOBATb OCNOMHEHWAM, HE3aBMCMMO OT MpPaBWIbHO
W ycrnewHo nposeneHHon onepauuu [1]. Hanpumep, runo-
KanbLMEMMUS MOXET CMpPOBOLMPOBATL HapyLWEHWs puTMma
cepaua U 3NeKTPONUTHbIE HapPYLIEeHWUs, HeAUarHoCTUPOBaH-
Hasa BPOX/AEeHHas CKpblTasd paclennHa He6a — cnoco6CTBO-
BaTb acnupaunoHHOMY CHMHAPOMY, @ MMMYHHble Hapyle-
HUS — MeAIEHHOMY 3aXKMBJIEHMIO PaHbI.

Takum o6pas3om, BedeHuMe MNaLUMeHTOB C CUHAPOMOM
aeneumn 22q11.2 npu BbISBEHUN KOHOTPYHKaNbHbIX NOPO-
KOB cepALa AOMIKHO OCYLEeCTBAATLCH MYNbTUAUCLUMANHAP-
HO, C y4yaCcTMeM Kapauosnora, aHAOKPUHOMOra, UMMYHOSOTa,
YetCTHO-NNLEBOrO XMpypra, ncuxonora, negarora. B anro-
PUTM AMArHOCTUKMU U NEYEHUS OaHHON XPOMOCOMHOM aHOMa-
JIMW BXOAWT 06513aTeNIbHOE MPOBEAEHUE IXO- U INEKTPOKap-
avorpaduu, npn Heo6xXxoAUMOCTU — MarHUTHO-PE30HAHCHOM
ToMOrpadum ¢ KOHTPacTUPOBAHWEM AN ONpefeNieHns aHa-
TOMUM cepaLa U COCYLOB, a TaKKe PEHTreHON0rnMyecKoro

ncenenoBaHus OpraHoB rpyaHon Knetku [1, 9]. CpoKku auc-
naHcepHoro HabnaAeHUs 1 nevyeHns pebeHKa ¢ CUHAPOMOM
aeneumn 22q11.2 KapanMonorom v Kapanmoxupyprom ykasa-
Hbl B Ta61.

OHAOKPUHHbIE HapyLIEeHUs

Kapanonornyecknm pacctponctBamMm npu Aeneunn Xpo-
MOCOMbI 22 MOTYT COMYyTCTBOBaTb 3HAOKPUHOIrEHHbIE Hapy-
lWeHns, oTarowatowme cocrtosiHne pebeHka [10]. Ecam y
pe6eHKa [WarHOCTUPOBaHbl KOHOTPYHKaNlbHble MOPOKM
cepaua, B oblwem nopsigke cneayet onpefennTb CoAeprKa-
HWEe KanbLMs B Nna3me KPoBW, a TaKKe MpOBECTH ynbTpa-
3BYKOBOE McCnegoBaHWe WWMTOBUAHOW M MapaliuMToBUAHOMN
»wenes [1, 9].

Mpy Hannumm y pebeHKa CMMMTOMOB ruMnonapatupeo-
nan3Ma cnegyet BbINOAHUTb MOJSIEKYNSPHO-reHeTUYecKoe
uccnegoBaHWe Ha Hanuvyve [Jeneumum Xpomocombl 22,
MOCKO/IbKY 3Ta XPOMOCOMHas aHOManus aBnsieTca Hanbonee
4acTon MPUYMHOM OaHHOM MaTonorMm B OETCKOM BO3pac-
Te. [JnarHo3 runonapatMpeo3da MOXKET ObiTb ynyweH Mpwu
HaMUYMK TAKENbIX BPOXKAEHHbBIX KOHOTPYHKAbHbIX NOPOKOB
cepaua. OgHaKo npuv HeanarHoCTUPOBAHHOW TUMMOKasbLM-
€MUK B NepBble MecsiLbl XU3HU pebGeHKa C 3amef/ieHnem
pocTa U yMeHbLUeHWEM NOTPEBHOCTU B KanbLiMKM CUMNTOMbI
runonapaTtMpeosa HepeaKo HUBENUPYIOTCS, HO MPU 3TOM OHM
OKa3blBalOT CKPbITOE BUSHWE Ha pa3BUTMUE OpraHn3ma, 4To
SBHO MOXET 06HapPYXMUTbCH yKe B MOAPOCTKOBOM BO3pac-
Te, B nepuoa nonoBoro co3peBanusa [1]. Mpu npoBeaeHunn
KOMMbOTEPHON TOMOrpadumn rofoBHOro Mo3ra MoryT BCTpe-
YyaTbCs KanbUUPUKaTbl B 6a3a/bHbIX FaHIMMAX, NOATBEPKAA-
lowune aInTenbHyo rmnoKanbumnemmto [10-12].

Takum obpasoM, crnefyeT NoAYEPKHYTb, YTO NPU BbISB-
NIEHWU KOHOTPYHKaNbHbIX MOPOKOB cepaua v Ana npeay-
NpeXaeHns B3auMOOTArYaloWwero BAUSHUSA HapylWweHUn
CUCTEM OpraHM3Ma CKPUHWHI C onpefeneHneM comepa-
HUS Kanbuus, docPaToB KPOBM, NapaTMpeonugHoro ropmo-

Ta6nuua. MNporpamma HabnaeHUs peGeHKa ¢ CUHAPOMOM [eNneLnn XxpoMocoMbl 22
Table. Follow-up program for a child with chromosome 22 deletion syndrome

Bospacr, ner
Cneuuanuctbl / 5
OCHOBHbIE MoKa3sarenu Mpu TpyaHo# 1-5 6-11 12-18
POXKAEHUU BO3pacT
Kapawnonor + + + +
Kapaunoxupypr +
OHAOKpPUHONOr + + + + +
CoaepaHue Kanbuus + + + + +
KoHueHTpauus napaTMpeonaHoro ropMoHa + + + + +
KoHUEHTpauUus TMPEOTPONHOro ropMoHa + + + +
O6Wunit aHanM3 KPoBM € abCOSIOTHLIM
NoACYETOM KNETOK KPOBM * * * * *
MMMyHoOMOr, oLeHKa MMMYHHOTO cTaTyca + +
YentoCcTHO-NMLEBON XMPYpPr + + +
Cypaonor, ayauonorMyeckmuin CKpUHUHT + + +
JNoronep + + +
HeBponor/ncuxmatp + + + +
Mcuxonor + + +
[eHeTUYEeCKOe KOHCYNIbTUPOBaHUe +
dusnyeckoe pasBuTre + + + +
[pyrue cneumanucTbl + + + + +
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0630p NUTepaTyphbl

Ha npeacTaBsSeTcss HE06X0AMMOWN COCTaBASAIOLWEN anropuT-
Ma AMAarHOCTUKM W NevyeHus AeTer ¢ CUMHAPOMOM AeneLunu
22911.2[1, 9].

Mpn OBGHapPYKEHUN CHUMKEHUS TEMMNOB pocTa pebeHKa
ONS UCKIIOYEHUA TUNOPU3apHON HEeQOCTAaTOYHOCTU pPeKo-
MEHOOBaHO onpedefnieHne ypoBHA ropmMoHa pocta [1, 9].
HepoctaTo4yHOCTb rMnodusa HabNogaeTCcs y YacTu NnauueH-
TOB C cuHApomMom aeneumn 22911.2, 0COGEHHO NpU CONyT-
CTBYIOLLMX NULIEBLIX aHOManusx [1, 9].

KaK yxe ynoMuHanocb, BaHas pofib B naToreHese
HapyLWweHW pa3BUTUS OpPraHoOB M CUCTEM Yy Mnyoja B Mpo-
Lecce amMbpuoreHesa oTBoauTca reHy TBX1, KoTopbin
B T.Y. AETEPMUHUPYET OpraHoreHes LWMTOBUAHOMN Kenesbl
[1-3]. UMeHHO noaToMy MNpu CUHAPOME Aeneuuun Xpomo-
COMbl 22 He0o6X0AMMO MPOBEAEHUE CKPWHUHIA Ha runo-
TMpPeo3. Y 4acTM MauMeHToB BCNEACTBME ayTOMMMYHOIO
npouecca MOXeT pa3BUTbCA MMNEPTUPEO3 C MOBbILEHHBIM
YPOBHEM aHTUTEN K aHTUreHam WWUTOBUAHOM Kenesbl
M C PUCKOM pa3BuTUS 6one3Hu [penBca unn Tupeomauta
Xawwnmoto [10-12].

B anroputmM AMarHOCTUKKM U NeYeHus aeTten ¢ CUHAPO-
MOM geneuunu 22q11.2 BXoauT onpeaeneHmne KoHLeHTpaumm
TMPEOUAHBIX TOPMOHOB M Ha3HayYeHue TUPEOTPONMHbIX Mnpe-
napaToB MpuW rMNOTMPEO3€E U aHTUTUPEOUAHbIX NMpenapaTos
npv runeptTupeose. MNpu 3ToM B KPOBU MOXKET ONpeaensiTbes
NOBbILUEHHbIR YPOBEHb TUPEOTPOMHOI0 FOPMOHA NPU HU3KOM
ypoBHe T, [1, 9]. PekoMmeHAaTebHble nepuoibl HabntoaeHus
pebeHKa ¢ cuHapoMom geneumnn 22q11.2 3HAOKPUHOIOIOM
CM. B Tabs.

UMMmyHoNornyecKkue HapylueHusa

YyutbiBas, 4to B 1% cny4yaeB y nauMeHTOB C MOJIHOM
neneumnen XxpoMocoMbl 22 06HapYKUBaETCS TAXKebl Cenek-
TUBHbIN T-KNE€TOYHbIN UMMYHOAEDULNT C O4EHb HUBKUM UK
MOMHbIM OTCYTCTBMEM T KNETOK, AWArHOCTMKA MMMYHHbIX
HapylWeHW y TaKMX MaLMEHTOB SBASETCS HEOTbeEMIEMOW
yacTbto anroputma BegeHus [13]. HapyweHusa T-KneTo4yHoro
UMMYHWUTETa NpU cuHApoMe deneunn 22q11.2 OCNoXKHAT
COCTOSIHWE pebeHKa, 0COBEHHO Ha GOHe TAXKeNblX NposiBie-
HWW BPOXKAEHHOIO NOPOKa cepaLa, U UrpatoT OAHy U3 onpe-
Lensiowmx pofien B BOCCTaHOBMTENbHOM MoOcCneonepaLm-
OHHOM nepuoge. Mpu BbIMNOAHEHUN KaPAMOXMPYPTrUYECKUX
BMellaTenbCTB U remoTpaHchy3mMn TakUM LeTIM PEKOMEH-
poBaHo nepenuBaHue LIMB-cepoHeratMBHoOM (UMTOMEra-
nosupyc, LULMB) 1 0651y4eHHOM KpOBK Ans NpeaoTBpalleHns
remoTpaHcdy3noHHOM peaKkumm [13-15].

Mpn AMarHoCTMpOBaHHOM YaCcTMYHOM AeNneuunm XpoOMoco-
Mbl 22 C HE3Ha4YUTENbHbIM CHUXKEHUEM Ynucna T ninmepounToB
[LeTAM C HeAaoCcTaTOYHbIM MMMYHHOM OTBETOM Ha BaKLM-
HaLUMo CTONGHAYHBIM @HATOKCMHOM W WMHAKTMBUPOBAHHOWM
reMmodubHON Nano4yKon PpEKOMEHAYETCS OCMOTP UMMYHONO-
rom 1 vunu 2 pasa B rof B Te4EeHUE NePBbIX NET }N3HK [1, 9].

B anroput™ AMArHOCTUKK M neyveHus 60MbHbIX C gene-
uMen XxpoMocombl 22 BXoAUT ob6a3aTenbHOe uccnegoBa-
HMe @yHKuMn Tumyca [1, 9]. K OCHOBHbIM AMarHocTuye-
CKMM MCCneaoBaHWAM Npu cuHapome aeneuunn 229g11.2
oTHocAT [1, 9]:
® yAbTPaA3BYKOBOE MCCNeAoBaHMe TUMYCa AN UCKTIOYEHUS

rMMNo- UAK anna3uu Tumyca;
® pa3BEpPHYTbIM aHanM3 Kposu ¢ AnddEPEHLMPOBAHHbBIM

NoACYEeTOM JIEMKOLIMTOB B aBCONOTHOM 3HAYEHUH;
e onpegeneHne KoHLEHTpauun UMMYHO06ynnHOB (Ig) M,

A, G;
e ¢deHoTMnupoBaHue numoountos (CD3+, CD4+, CD8+,

CD19+ nnaun CD20+, CD16+/CD56+);
e onpegeneHue obuiero yncna T KnetoK (CD3+), HanBHbIX

T KneTtok (06bl4HO CD4+/CD45RA), T KNeToK namsaTtu

(06bI4HO CD4+/CD45R0), B knetok (CD19+) 1 Knetok-

€eCTeCTBEHHbIX KunneposB (CD3-CD16+ CD56+);

e onpegeneHue nponndepaTMBHON aKTUBHOCTU NUMOLM-

TOB Ha GUTOremMarritoTUHUH NPU HU3KOM Yucie T KNEeTOK;
® OLEHKa MMMYHHOro OTBETa Ha BaKLMHAUMIO CTONGHSY-

HbIM @HaTOKCUMHOM MU/nnn Hib-BaKLUMHON.

Mpn OTCYTCTBUM TSKENOro MmMmyHoaeduunTa MOXKET
ObiTb MpPOBeAEHa BaKUWHALWS MNPOTUB 3NUAEMUYECKOro
napoTuTa, KOPU M KpacHyxu, ecnv noxkasaTenn UMMYHHOro
OTBeTa Ha BaKUMHaALMIO CTONOHAYHbIM aHAaTOKCUMHOM M Hib-
BaKLMHOM HaxoadaTcs B npeaenax Hopmbl, a CD4 > 400/mKn.
MauneHTam He NoKasaHa BaKLMHALMSA KMBbIMW BaKLUMHAMM
[1, 9]. AucnaHcepHoe HabnaeHne pebeHKa ¢ CUHAPOMOM
neneuunn 22q11.2 Bpa4yoM-MMMYHOI0rOM CM. B Tab1.

KpaHuodauyunanbHble HapyLleHus

KnuHnyeckme nposiBNeHna cuHapoma geneumn 22q11.2
MOFYT BK/lOYaTb BPOMKAEHHYI paclienuHy Heba. Cneayet
OTMETUTb, YTO B pPaHHEM BO3pacTe CKpbiTas paclienunHa
Heba 4aCTo He AMarHOCTUMPYeTCs B CBSA3W C OTCYTCTBMEM
ABHOro gedekta Heba, npeobnagaHnemM B COMATUYECKOM
COCTOSIHUM pebeHKa TaKeNbIX KapananbHbIX U HAOKPUHHbBIX
HapylweHWn. 3avyacTylo BPOXKAEHHas CKpbiTas paclienvHa
Heba MpOsIBASETCS HapyleHWeM peyu B BUAE AN3APTPUM
W BbIPaXEHHOW B pa3HOM CTeneHu Hazanusauuun. Takux
neten 06bl4HO HaNPaBASOT Ha KOHCYNbTALMIO K YeStOCTHO-
NIMLLEBOMY XMPYPry foroneabl Nocjie HEOAHOKPATHO NpoBe-
[lEHHOro Kypca 0roneanyeckoro oby4eHuns npu coxpaHeHum
Hazanusaunu peyu.

Mpn porkaeHnn pebeHKa ¢ paclienMHon Heba, 0CoBeH-
HO MpPW HaNM4YMU KOHOTPYHKaNbHbLIX MOPOKOB cepAua, TaK-
K€ MOKal3aHO NpoBeAeHWE MONEKYNSPHO-TEHETUYECKOrO
nccneaoBaHua Ha Hanuvyue geneummn xpomocomsl 22 [1, 4].
YpaHonnacTuKa Takum AETAM BbINONHAETCSH NOCNE KOHCUNU-
yMa ¢ 0653aTeNnbHbIM NPUBAEYEHNEM Kapanonora, aHL4OKPH-
Honora, UMMYHOJ0ra, Kak npaBuno, B Bo3pacTe 1 roga npwu
OTCYTCTBUM CEPLE3HbLIX COMYTCTBYIOLWMNX COMaTUYECKMX Hapy-
lweHnn. B gpoonepaunoHHOM nepuoae pebeHKy npoBoauTcs
KOHTPONIb COAEPMKaHMS KanbLWa M COCTOAHUS UMMYHHOMO
cTaTtyca. B paHHeM nocneonepaLMoOHHOM Nepuoge peKOMeH-
[0BaHO 30HA0BOE KopMeHue [16-18].

Y neten ¢ BpOXKAEHHOW pacLlennHon Heba YyacTo AnarHo-
CTUPYIOT 3KCCyAaTMBHbIE CPeAHWE OTUTbl U CEHCOHeBpasb-
Hyto Tyroyxoctb [17, 18]. TakuM nauueHTaMm npu nposege-
HUWM ypaHOMIACTUKKU O6bIYHO BbIMOAHAETCS TUMMNAHOCTOMMS
6apabaHHbIX MOJIOCTENM C 06A3aTefibHbIM MOCAeayLWwum
OMHaAMUYECKUM HabnogeHmem pebeHKa y cypgonora [1, 9].

Takum o06pa3om, anroput™M AMarHOCTUKKM U JIeYEHUS
neten ¢ cuHapomom gaeneumuu 22qll1.2 npegycmartpuBa-
eT 06s3aTeNbHbIi OCMOTP YEeNOCTHO-TMLEBbLIM XMPYProm
ONS UCKIOYEHUS BPOXKAEHHOW pacllienvHbl Heba, npose-
[eHWe ayauorpamMMmbl, AMHaMM4ecKoe HabnaeHWe noro-
negoM B Mped- M nocneonepaunoHHom nepuogax [1, 9.
[vcnaHcepHoe HabnogeHne 1 nevyeHne pebeHKa ¢ CUHAPO-
MOM geneuuu 22q11.2 BpavyoM YeNCTHO-ULEBBIM XMPYP-
roM CM™m. B Tabn.

Mcuxuyeckue paccrponcrea

B cneumanbHbiX MccneaoBaHMaX MOKa3aHo, YTO AEeTU
C cuHapomMom geneumn 229q11.2 coctaBnstoT rpynny pucka
no pasBUTUIO MCUXMATPUYECKUX 3aboneBaHun [19]. Pac-
CTpoMCTBa B 3MOLMOHaNbHOW W MoBeAeH4YecKkon coepe
B paHHEM BO3pacTe MOryT 6biTb Maso3aMeTHbIMM, HO HOCUTb
NPOrpeccuUpyroLLnin XapaKTep CO CTOMKUMU U pas3pyLUMTeNb-
HbIMW M3meHeHnsamu [20]. PacnpocTpaHeHHOCTb MNCUxXmye-
CKMX 3a6oneBaHui y NaumeHToB C CUHAPOMOM AeNeLnn Xpo-
MocoMbl 22 cocTaBnseT oT 60 0o 93% [19, 20]. OCHOBHbIMM



NPOSIBAEHUAMMU HAPYLIEHUI CO CTOPOHbI NCUXOIMOLIMOHANb-
HOM cdepbl y nauneHToB ¢ 22q11DS aBnsioTcs CUHAPOM
aeduunTa BHUMaHUS € runepakTuBHocTbio (30-46%), pac-
CTpOWCTBa ayTucTMyeckoro cnektpa (14—-50%), reHepanunso-
BaHHOE TPeBOXHOe paccTponcTBo (11-29%), cneunduye-
cKas ¢obua (23-61%), aenpeccus (6—20%), wnzodpeHus
(oKkono 25%) [19, 20].

PaHHAsA ncuxonoro-negarornyeckas noaaepKa CembhM
pebeHKa ¢ cuHApoMoMm peneumm 229ll1.2 cnoco6eTBYET
CBOEBPEMEHHOMY CO3[aHMI0 CreLmanbHblX pa3BUBatOLWMX
YCNOBWI ANa peann3aluun ero ncuxMyeckoro noteHuuana,
NPenaTcTBYET NPUCOEAMHEHNIO K MEPBUYHOMY AedEKTY BTO-
PUYHBIX MPOSIBIEHUN U OTKIOHEHWW, NpeaynperKaaeT Taxe-
Nble HeobpaTUMble HapyLeHUs B ero NcMxoaMOLMOHab-
Hou cohepe [19, 20]. Meparornyeckoe oKpyKeHue pebeHKa
cneayet NponHOOPMMUPOBaTb O BO3MOXHOCTU U3BMEHEHUN B
€ero aMoLMOoHanbHOW M noBedeHYecKon cohepe, npobnemax
B COLMaNbHON KOMMYHUKaLUKU A1 CBOEBPEMEHHOMO MPUHS-
TUS HEOOXOAUMbIX Mep (0340POBNEHUS OKPYXKaloWen coum-
anbHOM cpefbl, NCUXONOrMYECKON MOAAEPIKKM, a B HEKOTO-
pbIX CAy4asx — MeAMKaMeHTO3HOro iedeHus pebeHKa).

B anroputm AMarHOCTUKMU W NIe4EHUs CUHAPOMa AeneLmnn
XpPOMOCOMbI 22 B 06s3aTeflbHOM MOpsAKE BXOAUT OMNpoC
poautenen unu npeactaBuTenen pebeHKa OTHOCUTENbHO
€ro 9MOLMOHaNbHOro, NMoBeAEeHYECKOr0, KOMMYHWKaTUB-
HOro NMoBeAeHUs B CeEMbe, C GIM3KMMKU U B couMalbHbIX
WHCTUTYTax (WKoMa, AETCKMK cad M T.A4.) C NOCneayloLwmum,
npuv Heo6Xo0aAMMOCTH, AUCMAHCEPHbBIM HabNOAEHUEM pebeH-
Ka Mcuxonorom nnbo ncuMxmaTpoM B pa3Hble BO3pPacTHble
nepuogpl [1, 9]. PaHHAA AMarHOCTMKa HapylleHWn MCUXo-
3MOLMOHaNbHOM cdepbl y AeTEX C CUHAPOMOM AeneLunu
22011.2 no3BONSET CKOPPEKTUpoBaTb Megarormyeckoe
BOCMUTaHWEe, CBOEBPEMEHHO HA3HaYUTb MEUKAMEHTO3HOE
nieyeHre 1 Tem cambiM NPefOTBPaTUTb rPybble M3MEHEHMUS
NCUXMYECKOro 340POBbS U MPO6GAEMbl MX couuanmMaauuu
B ob6uwectBe [1, 9]. MMepuoabl AUCNaHCEpPHOro Habnwae-
HUS pebeHKa ¢ cuHapoMoM adeneuunn 22911.2 ncuxonorom
M MCUXMaTpom CM. B Tabn.

HapylweHuss nCMXOMOTOPHOIO U Pe4eBOro pasBUTUA

Y neten ¢ peneunen XxpomocoMbl 22 oTMeYaeTecs Hapylue-
HUE MEeNIKOW MOTOPWUKM BCNELCTBME CHUMKEHWS MblLEYHOro
TOHyCa, B CBfI3W C YeM AETW MOryT UCMbITbiBaTb TPYAHOCTH
C YETKMM BbINOJMHEHWEM ObICTPbLIX ABWXEHUW. 3ageprKka
pPeYeBOro pasBUTUS NPU HaNUYUK BPOXKAEHHOM pacLLeNnHbI
y pebeHKa ¢ CMHAPOMOM Aefneunmn XpoMocoMbl 22 npea-
nonaraet ob6s3atesnibHOe noroneanvyeckoe obyyeHue B AO-
W nocneonepaLymMoHHOM Nepuoae npu yctpaHeHun aedekra
Heba. Jloronegnyeckoe oby4yeHue y TaKuUx OeTen BKI4YaeT
BOBJIEYEHME POAMTENEN B KOPPEKLMOHHbBIN Kypc C Lenbio
cucTteMaTtMyeckon paboTbl MO 3aKpPereHUo pel3ynbTaToB
W COKpalLeHWs CPOKOB peabunutauunun. YautoiBas comaTnye-
CKOE COCTOSIHME TaKMX MaLMEHTOB, OHWU HyXKAAlOTCS B LWaas-
LWeM pexunme nejarorMyeckux Harpysok, KOTopbi npeayc-
MaTpuBaeT NPOBEAEHME NOroneanyecKnx 1 negarornyeckmx
3aHATUI, OrPaHUYEHHbIX U GUKCUPOBAHHbLIX MO BPEMEHMW,
NO3TOMY BbIMNOMHEHWE HEOOXOAUMbIX 3afaHWM U ynparKHe-
HWUW B NOSIHOM 06BbEME BO3MOXHO TO/IbKO MPU MHOroKpar-
HbIX MOAXOAax €XeAHEeBHO, YTO MOXET 06ecrneynTb TOSbKO
06YyY€EHHbIN Y1EH CEMbBMU.

B o6pazoBaTenbHoOMn chepe cnegyet o6paTuTb BHUMaHUE
Ha TPyAHOCTU B 06y4eHWMN pebeHKa U Ha ero CrnocoBHOCTH,
4T06bl BbiGpaTh ONTUMasbHYKO NporpamMmmMy obyd4eHus 1 nog-
rotoBku. CoctaBneHve MHAMBWUAOya/bHOW Mporpammbl 06y-
YyeHusa pebeHKa ¢ CUHAPOMOM Aenelnn XpoOMocoMbl 22 cro-
cob6CTBYET npeaoTspaleHuto GpycTpaumn, HeyBEPEHHOCTH
B cebe 1 OTCYTCTBMS MOTUBALIMKU K 0By4eHuto [21, 22].

Takum o6pa3om, anroputM AWMArHOCTUKKU U NedYeHus
cuHapoma geneuunn 22911.2 npegnonaraet o6a3aTtefibHoe
BbISIB/IEHWE HapPYWeEeHU KOMMYHWKATUBHbIX, NOBeAeH4Ye-
CKMX M KOTHWUTUBHbIX QYHKLMN, KOMMIEKCHYIO MeaWLUH-
CKYIO, MCMXOJIOTMYECKYID WM MefarorMyeckyto mnoaaeprKKy
[IeTeEN Yy)Ke C paHHero Bo3pacTa, COoCTaBleHWe WHAWBW-
JyanbHbIX Mporpamm 06y4eHWss C y4eTOM CrnocobHocTeMn
pebeHKa [23, 24].

PekomeHaaTenbHble Nepnoabl 3aHATUM pebeHKa C CUHA-
pomoMm aeneunn 22q11.2 ¢ noroneaom cm. B Tabn.

HapyweHus apyrux opraHoB U CUCTEM

Y neten ¢ CMHAPOMOM [Aefeuun XpoMOCOMbl 22 MoryT
TaKKe BCTpeYaTbCsl HapyLlEeHWs CO CTOPOHbI APYrux opra-
HOB M CUCTEM, @ MMEHHO: ManbpPOoTaLMs KULIEYHWKA, aTpe-
318 NULEBOAA, TPAXeoNULLEBOAHbIN CBUL, aTpe3us aHyca,
60ne3Hb [MpLnpyHra, 0gHO- MKW ABYCTOPOHHSAS MoyeyHas
areHesus, AWCNNasva MOYKM, MOSIMKUCTO3 MOYEK, rMapo-
Hedpo3, runocnagus, KPUMNTOPXM3Mm, naxoBas M NynoyHas
rpbiku. OnucaHbl cinydyam auvadparmManbHOM TPbiXKK, CKie-
POKOpPHea, MMKpPODTaNbMUK, NONUAAKTUANKM, KOCOMAMNOCTH,
CKOJIN03a 1 ApYr1x HapylleHWn opraHoB U cuctem [25, 26].

ANrOpUTM AMArHOCTUKM M NleYEeHUss CUHAPOMa Aeneuunu
22q11.2 npeanonaraeT NpMMeHeHUe MynbTUAUCUUNAnHap-
HOro KOMMMEKCHOro NoaxoAa K ClOXHOW NOAMMOPdHOM Xpo-
MOCOMHOM NaTo/IOMMKN U CNa)KeHHOro B3auMOAenCTBUS cre-
LMaNnCToOB Pas/iMyHbIX CNeLnanbHOCTEN B €AMHOM 3BEHe
nle4ebHO-AMarHoCTMYeCKom CnyKobbl (CM. Tabn.).
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