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MaTOTPOMHOrO rOpMOHa Afsi MOCTaHOBKM
JmnarHo3a HEeKOPPEKTHO K3-3a ero 6onb-
LLOW BapnabenbHOCTN, UCCNENOBAH UHCY-
nMHONOAOOHbIM chakTop pocta (MDP-1).

C y4yeTOM pOCTOBbIX MoOKa3aTenen,
HU3KOW KOHUeHTpauun NOP-1, yctaHoB-
neH guarHos: MnonuTyutapuam ¢ n3onu-
poBaHHbLIM AeULMTOM FOpMOHa pocTa.

M3onvpoBaHHbIn  AednumnT ropMoHa
pocta B OGOSbLUIMHCTBE CIy4YaeB sIBMS-
€eTCs CaMbIM pacnpocTpaHeHHbIM. [lo
nMTepaTypHbIM AaHHbIM, BCTpeYaeTcsi C
yacrtotow ot 1/4000 go 1/10000 cny4aes.
Otnonorusa gna GonblUMHCTBA CryyaeB
OCTaeTcsl HEM3BECTHOMN.

OT paHHero BLISIBNIEHWUS] FTOPMOHarb-
Horo peduumTta 3aBUCUT 3deKkTuB-
HOCTb neyeHusi. [laHHOMy nauueHTy Ha-
3HayeHa 3amMecTuTenbHas Tepanus pe-
KOMOWHaHTHLIM FOPMOHOM POCTA.

3aknwoyeHune. BpoxaeHHbIn  runo-
nuTyuTapmsm — pegkoe 3aboneBaHue,
NPOsIBNEHNSA KOTOPOro KpalHe Hecnew-
NPUYHBI, YTO 3aTPYAHSIET pPaHHIOK Ava-
FHOCTWKY 1 NPOBEAEHNE CBOEBPEMEHHOM
Tepanuu.
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MaumeHTel C  rMNonNUTYMTapu3MoM
HY)XOAKTCS B MOXM3HEHHOM Habntoae-
HUW 1 3aMEeCTUTENbHON Tepanuu.

[na CBOEBPEMEHHOIO  BbISBIEHMS
W OWarHOCTMKW runonuTymtapmsama y
neTen, HasHa4yeHus aJekBaTHOW 3ame-
CTUTENbHOW  FOPMOHANbHOM  Tepanuu
HeobxoaQuma HaCTOPOXEHHOCTb M ocBe-
[OMITEHHOCTb Y4YaCTKOBbIX MNeaMaTpoB,
Takke HeobxooMMO y4uTbIBaTb TO, YTO
rMNoNMTYUTapmM3M MOXET MNPOSABMATLCH
He TOIbKO M30MMPOBaHHBIM AeULMTOM
ropMoHa pocTa, HO AeduuMTOM OpYyrnx
TPOMHbLIX FOPMOHOB rMnogursa ¢ pa3BuTu-
€M COOTBETCTBYHIOLLEN KITUHUKW.
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Three cases of 22q11.2 deletion syndrome based on prenatally detected fetal anomalies are
presented. The possibility of targeted prenatal diagnosis based on echographic criteria in the
fetus for the formation of a high-risk group for deletion syndrome (DM) of chromosome 22q11.2.

is shown.
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BBeneHue. MukpoaeneumoHHble CUH-
OPOMbl — reHeTudyeckme 3aboneBaHus,
BbI3blBAEMbIE OTCYTCTBMEM HeOONbLUMX,
He BUOUMbIX B MUKPOCKOTI, Y4aCTKOB XpO-
MocoM  (Mukpogeneunsamu). CuHApoOM
peneumn  (CO) xpomocombl  22q11.2
(22911.2DS) — at0 xpoMocomHas abep-
pauusi, Bo3HMKalLWwas B pe3yrnsraTte cyb-
MUWKPOCKOMNYECKON MOTEepU yyacTka oT
1,5 po 3 mera6as (M6) B paiioHe ANuH-
HOro nfieya XpPOMOCOMbI 22, B KOTOPOM
koampyetcs 6onee 35 reHoB [1-7]. Ya-
CTOTa BCTPEYaEMOCTW YKa3aHHOro CWH-

apoma coctaenseT ot 1:3000 go 1:6000.
JleTanbHOCTb Ha MNEPBOM oAy >KU3HU
cocTtaBnser okono 4% w npesbllaeT
nokasatenu Ans AeTen C aHanornyHom
Manbcopmauuen cepaedHo-cocyaucTom
CUCTEMbI, HO C OTCYTCTBMEM XPOMOCOM-
HOM MuKpogeneuuu, ycyrybnascb aHo-
Manuen KpynHbIX COCYAOB, runokanb-
umemuen n Tpaxeomansuuen. Cnepyet
OTMETUTb, YTO cuHapom 22q11.2 paHee
KknaccuduumpoBanum  Kak — OTAenbHble
KNVHUYECKMe CUHAPOMBI: cuHApoM [un
Ixopoxm (Di George syndrome, DGS),



BenokapavodaumansHeii cuigpom (Ve-
locardiofacial syndrome, VCFS), cuH-
OPOM  KOHOTPYHKamnbHbIX W NULEBbIX
aHomanun (Conotruncal anomalies face
syndrome, CTAF), cuHgpom Kannepa
(Cayler cardiofacial syndrome) [2].

Matepuanbl u metoabl. BepemeH-
Hble KOHCYNbTMPOBaHbI B OTAENEHUN aH-
TeHaTanbHOW oxpaHbl nroga u B Meguko-
reHeTnyeckom uUeHTpe [lepuHaTanbHoro
ueHTpa MAY «PecnybnukaHckas 60nbHuW-
ua Nely. OKcnepTHble YrbTPasByKOBblE
nccrnegoBaHus MpoBedeHbl Ha annapa-
Te VolusonE8 «GE Healthcare Austria
GmbH & Co OG», BeHa, ABCTpuS1) C KOH-
BEKCHbIM 06beMHbIM aAatynkom PAB6-[
2-7 Mly,.

KoMOWHMPOBAHHbIA CKPUHUHF MpOBe-
OEeH 1 paccuuTaH B nporpamme AcTpas
(Astraia) B Guoxummnyeckon naboparto-
pun  MeaunKko-reHeTUYEeCcKoro  LieHTpa.
Mporpamma AcTtpasi copepxut B cebe
anropuTtM pacdeTa pucka XpPOMOCOM-
Hou aHomanun (XA), paspaboTaHHbI
doHgom MegmumHel nnopa (FetalMedi-
cineFoundation-FMF). [Ona wn3amepenus
Broxmmmyeckmx MapkepoB 1 TpumecTtpa
MArMMa n ceobogHoro 6eta XMY ncnonb-
3yetca BRAHMSKTryptor.

BepeMeHHbIM NpoBEAEHO MOMEKynsip-
HO-LINTOreHeTn4Yeckoe ncenegoBaHne
nnoga: ndyveHue reHomHon OHK, Bbige-

TNIEHHOW 13 KPOBW NIoAa U KINETOK aMHUO-
TUYECKOWN XNOKOCTW.

XPOMOCOMHbI  NpeHaTanbHbIn - MU-
KpPOMaTpUYHbI aHanu3 npoBeeH B na-
BopaTtopuv  MOMEKynspHOM natonorum
“l'enomen” (MockBa). XpOMOCOMHbIN
MUKpOMaTpuyHbI aHanu3 (XMA, mone-
KyNsipHO-LIMTOreHeTUYEeCKoe UccrneaoBa-
HWMe, MOMEeKyNnsipHOe KapnoTUNUpPOBaHKE)
— 3TO TeCT ANdA onpeneneHnus CTpyKTyp-
HbIX n3ameHeHnn OHK, npyn KoTopbIx Npo-
NCXOAUT N3MEHEHNE KOnm4yecTBa reHeTu-
Yeckoro marepvana — geneuuv n gynnu-
Kauun. XpoMOCOMHbIA MUKPOMAaTPUYHbBIN
aHanuM3 SBNAETCS  PEeKOMEHOOBaHHbLIM
COO06LLECTBOM MEAWNLMHCKUX TEHETUKOB
TECTOM MEepPBOW NUHWUN ANS ANarHOCTUKM
NPUYMH BPOXAEHHbIX MOPOKOB Pa3BUTUS,
YMCTBEHHOIN OTCTanocTu, anunencum u
ayTnama, a Takke MUKPOOENELMNOHHBIX U1
MUKPOAYMUKaLNOHHbBIX CUHAPOMOB.

TapreTHbln  XPOMOCOMHbIA  MUKPO-
MaTPpUYHbI  aHanuM3 BbIMOMHAETCA Ha
reHeTudyeckoM aHanusatope [eHockaH
3000 ¢ ncnonb3oBaHMEM MUKpOMAaTpUL,
HM3Ko nnoTHoctn 180K.

Pesynbratel u obcyxaeHue. Bo
BCEX CIy4asix Npv NepBoOM ynbTpa3ByKoO-
BOM MCCINEAOBaHMM MOPOKOB 1 MapKepoB
XPOMOCOMHOW aHoManuu nnoga He Bbl-
SABMEHO, yBENMYEHNE TOLLMHbI BOPOTHU-
KOBOr0O MpPOCTPaHCTBa He Habnoganochb.

el YW

Mpu npoBeaeHMn KOMOMHMPOBAHHOIO
CKPUHMHIA  CbIBOPOTOYHbIE  MapKepbl
ObinM B npegenax HOpMbl, WUHAMBUAY-
anbHble PUCKA MO TPUCOMMUSIM HU3KME.
[MaumeHTbl GbINM HanpaeneHbl Ha obcrne-
[0BaHWe nocrie BTOPOro CKPUHWHIOBOrO
YNbTPa3ByKOBOroO UCCeaoBaHns C Nodo-
3pEeHNsIMU Ha BPOXAEHHbIEe MOPOKM cepa-
La 1 MHOXXECTBEHHbIE NMOPOKN Pa3BUTUS.

Y nnogoB BbISIBMEHbl  pasnuyHble
KOHOTpYHKasnbHble MOPOKU cepaua u
rmnonsiasvs TUMyca, XapakTepHble W3-
MEHeHMs1, COMnpoBOXAalLWwmne CUHOPOM
geneuun 22q11.2. Tvnonnasua Tumyca
BblSIBIIeHa MyTeM M3MEpPEeHUs1 BUMOYKO-
BOW enesbl - MPOBOAUIIOCHL U3MepPeHne
nonepeyHoro AnameTpa Tumyca 1 nepu-
MeTpa TuMmyca. Y OaHHblX GepeMeHHbIX
BbISIBIIEHO YMEHbLUEHME KaK nepumeTpa
TMMyCa, Tak M MOMepeyvyHoro Agumamerpa
TuMyca, MakcumanbHbIi nonepeyHbln
anameTp 1 nepuMeTp TMMyca U3MEPSIHOT,
UCMonb3ysi CTaHOapHOE CeYeHune rpya-
HOW KMeTkn nnoga — cpe3 Tpu cocyaa u
Tpaxeto. [NepumeTp TMyca onpeaensioT
MeToa0M CBOOOAHOW TPaCCHMpPOBKM.

Y BCex Tpoux GepeMeHHbIX BbISIBMEH
cvHgpom geneunn 22q11.2, B Tabnuue
yKasaHa CpaBHUTENbHAs XapakTepucTu-
ka 3 HabnoaeHui.

HabrnodeHue 1. MaunenTtka [., 27 ner,
AaHHas 6epemeHHoOCTb nepeas. Nepsbin
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CKPVIHUHT MpOLUria B YaCTHOW KIMHUKE B
cpoke 12,3 Hegenu: mMapKepoB XpOMO-
COMHOW aHOManuu nnoga He BbISIBIIEHO,
TOMWMHa BOPOTHMKOBOIrO MPOCTPaHCTBa
coctasuna 1,5 mm.

KoMOUHMPOBaHHbLIM  MpeHaTanbHbIN
ckpuHuHr — TlAMMa 2,726 MoM, XI'd
1,678 MoM, puckn no Tpem TPUCOMUSAM
HuU3kue. Ha ckpuHWHre 2 TpumecTpa C
Nnogo3peHMEM Ha MHOXECTBEHHbIE BPOX-
OeHHble nopoku passutua (MBIIP), na-
UMeHTKa HarnpaBsneHa Ha obcnegoBaHue
B 20,2 Hegenu B lNepuHaTanbHbIf LLEHTP.
Mpu axorpaduyeckoM uccregoBaHUn
nnoga  BbISIBNEHbl  MHOXECTBEHHblE
BPOXAEHHbIE MOPOKM pPasBUTUA Mroaa.
BIMC: O6wui aptepuansHbii cTon. Oe-
heKkT MEXOKenyao4YKOBOW MEePEropoaku.
AHOManua pas3BuTUSA nuua: OBYCTOPOH-
HSIS1 pacluenvHa BepxHen rybbl u Heba.
wnonnasunsa Tumyca. [ns nposeneHus
MONEKYNSIPHO-LMTOreHeTUYEeCKoro  aHa-
nv3a NpoBefeH aMHUOLEHTES.

MonekynspHbii  kapuotun (B co-
otBetctBUM c ISCN 2016): arr[hg19]
22q11.21(17965842_20177061)x1. Ume-
eTca MUKpoAeneums ydacTka AnWHHO-
ro nnedya (q) 22 XxpoMOCOMbI C NO3ULUN
17965842 po nosvumm 20177061, 3a-
XBaTbiBaLas pervioH 22q11.21. Mukpo-
OeneunoHHbIe Y MUKPOAYNNMKALMOHHbIE
CMHOPOMBI, accounvMpoBaHHbie ¢ aucba-
naHcom (OMIM): Chromosome 22q11.2
deletion syndrome (OMIM: 188400).
[Mocne noaTBepXaeHUs XPOMOCOMHOW
aHoManuu nnoga no peLueHuo nepuHa-
TanbHOIrO KOHCUIMYMa PEeKOMEHZAOBaHO
npepbiBaHne 6epeMeHHOCTU C naTtaHaTo-
MuYyeckon Bepudmrkaumen gnarHosa.

HabrndeHue 2. MaumeHtka 3., 31
rog. I3 aHamHesa — 6pak 3, pogos - 3
OT npeabiayLmx 6pakos. [leTn 340poBbI.
[NepBbIN CKPUHWHI npowna B LleHTpanb-
HOW panioHHOW 6onbHMLe B cpoke 11,6
Hefenu: TOomnwuHa BOPOTHWKOBOIO Mpo-
cTpaHcTBa cocTaBuna 1,9 MM, MapkepoB

XPOMOCOMHOV aHOManuu nnoga He Bbl-
ABrneHo. KomMOWHUPOBaHHBIA  CKPUHWHT
— MNAMMMa 0,775 MoM, XI'4 0,518 MoM,
MHOMBUAYarbHbIE PUCKM MO TPUCOMUAM
Huskue. MNocne 2 ckpyHuHrosoro Y3W Ha-
npaeneHo Ha obcneposaHue B [NepuHa-
TanbHbIn UeHTp. lMpu axorpaduyeckom
obcneposaHuu B 20,4 Heenv BbisiIBNEHbI
MHOXECTBEHHblE BPOXAEHHbIE MOPOKU
pa3sutus. BIC: gBoriHoe oTXoxaeHue
COCy[0B OT MpaBoro enyaoyka, 6onb-
LLIOW BbICOKMN AeEKT MEXOKENya0yKo-
BOV neperopogkn. AHomanusa pasBuTus
nvua: OBYCTOPOHHAS pacluenvHa Bepx-
Hen rybbl n TBepgoro Heba. AHomanus
pasBUTUS  OMOPHO-ABUraTeNnbHOro  arn-
napara: MoCTakCuIibHas MONUAaKTUIMA
06eunx kucTtei. [IByCTOPOHHSAS BEHTPUKY-
nomeranus. 'mnonnasusa Tumyca.

Ha ocHOBaHMM BbISIBMEHHbIX W3-
MEHeHUn MnpoBeAeH KopaoueHTe3 Aans
XPOMOCOMHOIO MMUKPOMaTPUYHOrO aHa-
nusa. MonekynsipHbIi kapuotun (B co-

CpaBHuTesbHasi Ta01uNa 3 HA0/II00eHUI OepeMeHHOCTH

(5 mpouenTunb 10 Mm)

(5 mpouenTUIbL 10 MM)

[Tapamerpsl 1 nabmonenne 2 HaOIroIeHNe 3 HaOmozieHNe
HanmonanpHOCTH caxa caxa caxa
Bospact 27 net 31 roxn 29 net
[Tapurer 1 GepeMEeHHOCTH Ponos - 3 Ponos - 3, meauiHCcKHX a00OpPTOB - 2
1 Tpumectp
KTP 60 MM 53 MM 48 Mmm
Cpok OepeMeHHOCTH 12,3 nepenu 11,6 Henenu 11,4 nenenu
TBII 1,5 MM (95 mponentuis 2,34 mm) | 1,9 mm (95 npouentuns 2,32 mm) | 1,4 mm (95 mponentns 2,30 mm)
HocoBas kocTb Busyanusupyercs Busyanusupyercs Busyanusupyercs
[TATIlIla 2,726 MoM (0,5-2,0 MoM) 0,775 MoM (0,5-2,0 MoM) 0,904 MoM (0,5-2,0 MoM)
XI'y 1,678 MoM (0,5-2,0 MoM) 0,518 MoM(0,5-2,0 MoM) 0,401 MoM (0,5-2,0 MoM)
P”C”‘(z“lo fg‘;g‘;““"“ 1:16243; 1:>20000; 1:>20000 1:1653; 1:>20000; 1:>20000 1:137114; 1:>20000; 1:>20000
2 TpuMecTp
BIIC OOt aprepuanbHbIii cTBON, | J{BOWHOE OTXOXKICHUE COCYIOB H3 CHHJIpOM OTCYTCTBHUSI KJIallaHa
JIMOXKII TDK, IMXII JIETOYHOU apTepun
AHOMAITHS Pa3BHTHS JTHITA JIByCTOPOHHSS paciuesiHa ryObl, | JIByCTOpPOHHSS paciiennHa ry0bl, Orcyrerayior
Heba Heba
T'unonnasms; I'unomnasus; IR TS ——
Tumyc nonepeql—lbmgzl;;meTp TUMYyCa nonepeqﬂblnglﬁilmeTp TUMYyCa ToTepeuHBIii maMerp THMyca 11 Mm

(5 mpouenTuib 18 Mm)

llOl'IOJ'IHI/ITCJ'II:HI)Ie N3MCHCHMUS

mo Y31

He BEISBIIEHBI

JIBYCTOPOHHSISI BEHTPUKYJIOMETra-
TIVISE;
BIIP O/IA: nocrakcuaabHast
MOMUIAKTIIINS 00EUX KUTEH pyK.
Muxkporenus

Pacmupenue 1nojaoct npo3payHoi
MIEPETOPOAKH

MuBa3uBHAsS AUArHOCTHKA

N3yuenune renomuoit JJHK,
BBIJIEJIEHHOMN U3 KJIETOK
aMHHUOTUYECKOM KUIKOCTH

N3yuenne renomuoii JTHK,
BBIJICJICHHOM W3 KPOBH ILI0/IA

N3yuenne renomuoii THK,
BbIIEJIEHHON U3 KJIETOK
AMHUOTUYECKOH JKUAKOCTH

Mukpozenenus ydactka
JUTHHHOTO Tu1eya (q)
22 XpOMOCOMBI C TIO3UIHH

Muxkpopenenust yqacTka
JUIMHHOTO Iu1eya (q)
22 XpOMOCOMBI C IO3UILIH

Mukpozenenus y4acTka JJIMHHOTO
wreda (q) 22 XpoMOCOMBI € TTO3HIIH

BO 2 TpUMECTpe

BO 2 TpUMECTpe

Pesynsrar XMA 17965842 110 mo3mmn 20177061 18917030 o mo3unmu 21804886, | 18917030 no mo3uiuu 21804886,
3aXBaTI>IBa£> s ;erOH 22411 Zi 3aXBaThIBAIOIIAS 3axBaTbIBaromias peruox 22q11.21.
(OMHiIM'pl 88400) qtt peruon 22q11.21(OMIM: 188400, (OMIM: 188400, 192430)
. 192430)
Hexox [IpepriBanne GepeMEHHOCTH IIpepriBanne GepeMEeHHOCTH PonBI B heZIepaTbHOM HEHTpe




orBetctBUM c ISCN 2016): arr[hg19]
22q11.21(18917030_21804886)x1. me-
eTcs MUKpoZeneumsi yvacTka AnNWMHHO-
ro nneya (q) 22 XxpoOMOCOMbI C NO3MLUN
18917030 po nosuuum 21804886, 3a-
xBatblBawoLwas pernoH 22q11.21 [puc.1].
MwukpogeneLmoHHble 1 MUKpoZynnmnka-
LIMOHHbIE CMHOPOMbI, aCCOLMUPOBaHHbIE
¢ gucbanaHcom (OMIM): CuHgpom gene-
uun 22q11.2 (OMIM: 188400, 192430).

YunTbiBass MHOXECTBEHHbIE MOPOKM U
MUKPOAENELUNOHHbIA CUHOPOM, MepuHa-
TanbHbIA KOHCUNUYM MPUHSAN pelueHue
0 npepbiBaHMM BEepeMeHHOCTM C naTaH-
TOMUYeCcKon Bepudmkaumen puarHosa.
Mpwn natanoroaHaTOMU4EeCKOM MCCreno-
BaHUW ANarHo3 noaTBepXaeH.

HabmodeHue 3. MaumeHnTka T., 29
ner. M3 aHamHe3a 3 pogoB, TpeTbu
poAbl — paHHsI HeoHaTanbHasi cMepT-
HOCTb M3-3a OYEHb paHHUX MpeXaeBpe-
MEHHbIX POAOB, 2 MeAULMHCKUX abopTa.
leHeanornyecknn aHamHes OTSITOLLEH MO
BPOXXOEHHOMY MOPOKY — Y POAHOro nne-
MSIHHUKa BPOXAEHHbIN NMOPOK nuua: pac-
LwenvHa Heba.

lMepBOe CKPUHMHIOBOE YrbTPa3BYKO-
BOE MccrnefoBaHve npoLuna B LeHTparnb-
HOW parioHHoW 6onbHuUe B cpoke 11,3
Hefenu: TOrnwiMHa BOPOTHUKOBOrO Mpo-
ctpaHctBa 1,4 MM. KOMOGUHMPOBaHHBGIN
ckpuHuHr — TAlMNMa 0,904 MoM, XI'Y
0,401 MoM, puCKM HUK3KME MO XPOMO-
COMHoW nartonorun. B cpoke 26 Hegenb
c nogospeHveM Ha BI1C HanpaBneHa B
MepvHaTtanbHbIn LeHTp. Mpu yneTpassy-
KOBOM uccregosaHum B cpoke 26,1 Heae-
1 BbISIBITEH BPOXXAEHHbIV MOPOK cepaua:
CVHOPOM OTCYTCTBUSI KNnanaHa NeroyHomn
aptepumn (COKIIA). Pacwwmpenve nomno-
CTU NPO3pavHOW MNeperopoakn. Y4uuTbl-
Basi BbICOKWIA PUCK CUMHOpOMa Aeneuuu
22q11.2 po 25% npwn JaHHOM coyeTaH-
HOI NaTonorMun, NPoBeAeH aMHUOLIEHTES.
MonekynapHbin  kapuotun (B COOT-
BerctBum ¢ ISCN 2016): arr[hg19]
22q11.21(18917030_21804886)x1. me-
eTCa MuKpogeneuus yyacTka [OJIMHHO-
ro nneya (q) 22 xpoMOCOMbI C NO3MLUN
18917030 po nosuuum 21804886, 3a-
xBaTbiBatLas pernoH 22q11.21. Mukpo-

OerneunoHHble U MUKpOZYNiMKaLUMOH-
Hble CWHAPOMBI, acCOUMMpPOBaHHbIE C
ancbanaHcom (OMIM): CuHgopom pene-
uun 22q11.2 (OMIM: 188400, 192430).
lMocne nopTBepxOoeHWs OuarHosa Ha
npeHaTtanbHOM KOHcUnMyme GepemeH-
HOW NPEANOXEHO NpepbiBaHNe GepemeH-
HOCTM, YUYUTbIBasi BbISIBMIEHHbIE N3MEHE-
HUSE M HebnaronpuATHBIN NPOrHO3 And
Xun3Hu nnoga. bepemeHHasa oTkasanach
OT npepbiBaHns 6epemeHHocTn. Ha po-
popaspelueHne bepemeHHasa Obina Ha-
npaeneHa B ®I'bY «HMWL, akyepcrtsa,
TMHEKOMNOrMn U MNepUHaTONoOrMn MMEHN
akagemuka B.W. Kynakosa». Nocne po-
[OB HOBOPOXAEHHbIV Obin nepeBeneH B
HMWL, CCX um. A.H. Bakynesa n npo-
onepupoBaH.

3aknroueHue. Cl1 22q11.2 — reHeTn-
Yyeckoe 3abonesBaHue C MyNbTUCUCTEM-
HOW  KOMOPOWOHOCTLIO,  BKIHOYatoLLEen
BPOXAEHHbIE MOPOKU cepaua, nvueBble
ansmopdun,  runo-/annasvio  Tumyca
(OMIM: 188400, 192430) [2].

CuHgpom geneumun 22q11.2 B Hawmx
crnyyasix BbISBNEH BO 2 1 3 TpumecTtpe
6epemeHHocTn. MNpy KOMBUHMPOBAHHOM
CKpPUHUHre GepemMeHHble He Bowwnn B
rpynny BbICOKOrO pMcKa No XpOMOCOMHOWN
aHomanuu nnogaa.

ObszatenbHO  HeobxoaMMa npeHa-
TanbHas AMarHoCTMKa Ha Hanuuve ae-
neummn 22 XpoMOCOMbl NPY BbISIBIIEHWN
MBIIP, KOHOTpyHKarnbHbIX MOPOKOB cepa-
La B COMeTaHUu C runonnasven Tumyca,
aHomanuamu pas3sutua nuua (buoncus
BOPCVH XOPWOHA, aMHUOLIEHTE3, KOpAOo-
LieHTEe3).

Mpun cobniogeHun npotokonos 1 un 2
CKPVHWHIOBOIO YNbTPa3ByKOBOIO McCre-
OOBaHWs, MOCMNefoBaTENbHOM TaKTUKK
BbISIBNIEHUS] 9X0Orpachnyeckux Kputepmes
y nnoga popmmpoBaHue rpynbl BbICOKO-
ro pvucka pasBuUTUS CMHOpPOMA Aerneuuun
22911.2 n pganbHeliwee obcnegoBaHue
GepeMeHHbIX C MOMOLLbI0 METOAO0B MO-
NeKYNSPHO-LUUTOreHETUYECKOW  auarHo-
CTUKM MWKPOAENELMOHHBIX CUHOPOMOB
NO3BOMSAT BbISIBMASATb 3Ty NATONOMMIO C Bbl-
cokon YactoTol. BeisiBnenne CO22q11.2
Ha nNpeHaTanbHOM 3Tane siBNseTcs Mean-

el YW

LUMHCKM U coumanbHO 3Ha4YNMbIM pe3yrib-
TaTtoMm.
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