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[Noyemy Tak BaXHO BbIABMAATD
cuHapom peneuvn 22q11.2

(cuHagpom Aun Dxopoxin/VCES/22Q9)?

CvHapom aeneumn 22q11.2 BCTpedaeTca vallle, 4em MyKoBUCLMA03 (neneuma 22q11.2 HabntogaeTca
npubnuuTenbHo B 1 cnydae Ha 2000 KNMBOPOXKAEHWI),' 1 MOXKET BbI3bIBaTb WWPOKUIA CMEKTP
BPOXAEHHbBIX MOPOKOB, a TaKXKe YMCTBEHHbIE HAPYLLEHWA NTIETKOW UMK YMEPEHHOW CTeneHMU.

PaHHee eMewamenbcmeo epayel U cneyuasucmos no pazsumuio Mo)xKem umemeos Kpumu4veckKu

8aXKHOe 3Ha4YyeHue 0nA ynyduwieHus kKa4ecmeda »UusHu pe6eHKa.

Mnokanbumemmsa. HuzKke ypoBHN KanbLUus, Unn 4. Mpo6nembl c NIUTaHNEM. Y HOBOPOXKEHHbBIX
rMnoKanbUMemma, 4acTo HaboAAITCA MPY CUHAPOME C geneuwelt 22g11.2 yacto BCTpevatoTca npobnembl
aeneumn 22q11.2, 0cO6EHHO Y HOBOPOXKAEHHbIX. C MWTaHMeM, He CBA3aHHble C NaTonoruAMmn HEGa nnu
Hwn3Kne ypoBHW KanbLma MOryT MPUBOAUTD cepaua.’ lNepeonpuumnHa npobnem C MUTaHNEM MOXKET
K cynoporam. Hacto bbiBaeT Tak, Uto mpuurHa ObITb CBA3aHa C HapyLUeHWeM MOTOPWKM FOTKM
rMNOKanbLMeMMYecKmnx Cyaopor OCTaeTcA M NVLLEBOAA 1 YacTo NPUBOANT K PedIIoKCy 1 3anopy.
He3ameueHHoW 1 6e3 neveHrs, narybHo BAnAs Ha B peakux cnyyasx Habnoaanicb ManbpoTauma
YMCTBEHHOE pa3BuTHe pebeHka. Heobxooumo eecmu KMLLeYHMKa 1 6onesHb MnplunpyHra. bomewuHcmeo
KOHMPpOJb 3d NpU3HAKAMU 2UNOKabyuemuu 3mux npobsem noddaemcs e4yeHuro.
Yy HOB0pPOXKOeHHbIX ¢ Oesleyueli 22q11.2, u 8 ciyyae
o6Hapy»eHus Hesamed/1UMesIbHO NPo8oOUMb 5. BpoxnpeHHble nopoku cepaua. ot /5%
neyeHue. [VNOKanbLYEMNA MOXKET BO3HWKATL MauneHTos ¢ Aeneunen 22q11.2 crpapaior
MOBTOPHO Y NALMEHTOB, CTPAAABLINX ell, pU BPOXAEHHBIMY MOPOKaMK CepALIa; 3TO OOHapyxeHwve
BCMbILUKaX POCTa, B NybepTaTte, Npy 601e3HM M npu 4aCTo ABNACTCA MPUYMHON AMarHosa.” Ecauy
XMPYPrUYECKOM BMELLATENCTBE.? nayueHma duazHocmupoeaHa deneyus 22q11.2,
e2o0 ciedyem Hanpasume K Kapouosozy.
UmmyHogeduumr. [outn y 75% nauveHTos
¢ geneuvent 22g11.2 nmeioTcs npobemi 6. Cpeneuven 22q11.2 MOryT 6bITb CBA3aHbI

C UMMYHUTETOM. B c8A3u ¢ puckom
uMmmyHoodepuyuma Heo6xo0umo nposooUMb
oUeHKy 60/1bHbIx 00 88e0eHUs 8AKUUHbI,
codepxauweli xuaovle sUpycol.’

MaTonorun HéGa. oyt y 75% NaLneHToB

C peneuvent 22q11.2 HabntoaatoTca Npobnembl

C HEOOM, CTPYKTYpPHbIe, YHKLIMOHAbHbIE 1N
CTPYKTYpHbIE 1 QYHKLMOHaNbHbIE. STV Npobnembl
MOTYT NPUBOANTb K TPYAHOCTAM C MUTaHWeEM U (1nw)
peybto. [1prn OTCYTCTBMN KOPPEKLIMM B PaHHEM
BO3pacTe BO3MOXHO HapylleHre GOpMUPOBaHIA
peun. B 6osmbwuHcmMee ciyyaee smu cocmosHusA
noooaromcs sie4eHuio.

u Apyrue meauLnHCKNe Npobéaembl, BKOUas
aHOMasMK MoYekK, MOTePIo CAyXa, OCNIOKHEHWA CO
CTOpPOHbI JIOP-0praHoB, ayTOMMMYHHble 3ab0n1eBaHuA
1 CKeneTHble aHoMannin &% 10
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[loyemy Tak BaXkHO BbIAB/IATL CMHAPOM Aeneuun 22q11.2

(cunpgpom Aun Dxopoxin/VCES/229)?

JleyeHue cocmosHull, nepevyucsieHHbIX Ha Opy20lU CMOpPOHe, U, 8 HEKOMOPBLIX CJ/Iy4asXx,
donosiHUMenbHAsA husuomepanus, peaburumayuoHHAas mepanus U KOppeKyUuoHHoe
ob6pasosaHue Mo2ym nomMo4b yIy4Wums Ucxoo y nayueHmoe ¢ CuHOpomom oeseyuu 22q11.2.
UTobbl nonyunTsb 6onee noapobHyo MHGopMaLmo O cHapoMe aenelnn 22q11.2, nocetnte cant

WwWWw.22Q.0rg.

Yrto Takoe cnHgpom peneunn 22q11.27

CuHapom feneuun 22911.2 (cuHapom Ou [xxopaxu,
Bes0-Kapano-GaLmanbHbIi CUHAPOM UK 220), Bbi3biBAETCH
OTCYTCTBMEM YUacTKa 22 XPOMOCOMbI. ITO COCTOAHME
NPUBOOUT K MOPaKEHUIO MHOMMX CUCTEM OPraHm3ma.

Y OONbLUNHCTBA AETEN C 3TUM 3a00MEBAHVEM NMEIOTCS
MOPOKM CepaLa, NPobAemMbl C UMMYHHOW CUCTEMON

1 XapaKTepHble, XOTA 3a4acTylo Malo3aMeTHbIe, YepTbl NnLa.
[MpaKTNYECKN Y BCEX VMEIOTCA YMCTBEHHbIE HapyLLeH A
NIErkov Unm yMepeHHOW CTENeHN, 3afiepXKa PasBUT1A peyn.
Y HEKOTOPbIX fieTen BCTPeYatoTCA HU3KIME YPOBHM KanbLMA,
npobnembl C NoYKamu, NPobAeMbI C NUTaHKeM, SNuencus
UK apyrvie npobnemsl CO 300POBbeM. [prMepPHO Y OAHOMO
13 MATU AeTen C CUHAPOMOM aeneummn 22g11.2 nmeetca
PacCTPOMCTBO ay TUCTUUECKOTO CNeKTPa, Y OAHOrO 13
yeTblpex B3POC/IbIX Pa3BMBAETCA NCUXMATPUYECKOE
3a00neBaHve, HanpuUmep LWN30GPeHs.

Y neTer ¢ TaXenbiMy Npobnemamu ¢ cepauem nnm
VNMMYHHOW CMCTEMOW MOBbILIEH PUCK CMEPTN B PaHHEM
BO3pacTe. Y naumneHToB C CMHOPOMOM aeneunn 22q11.2,
nepexmBLLIVX AETCKUI BO3PACT, BO3MOXHa Hosee KopoTKas
NPOAOKUTENBHOCTL XKU3HM 1 O0fIee BbICOKMN PUCK
BHE3aMHOM CMEPTH.

YTto ABnAeTCA NPUUYMHON CUHApPOMa Aeneunn 22q11.27

Y 6ONbLWMHCTBA NALMEHTOB C CUHAPOMOM Aeneummn 22q11.2
MMeeTCA Aeneuns yyacTka AnvHom 3 merabassbl (B cpeaHem,
conepraliero 40 reHoB) Ha OAHOM M3 KON 22 XPOMOCOMb.
[eneunsa 22q11.2 NPOVCXOAWT CNyYaiiHO 1, B HONBLINHCTBE
CIyYaeB, He ABnAeTcA BpoxaeHHoN. OfHako npumepHo 7%
JeTer C CUHAPOMOM fenelmn 22g11.2 yHacnegosanu ee

OT OAHOIO V3 POANTENEN, Y KOTOPOTrO TakXe MMeeTCA 3TO
cocTosHve. TecTMpoBaHne 0b6oVX POAUTENEN MOXKET NMOMOYb
onpeaennTb WaHC NOBTOPHOIO BO3HUKHOBEHWA 3TOMO
COCTOSIHWA NpK CneaytoLlel bepemMeHHOCTU.
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Yto MHe fienaTb ¢ pe3ynsTatom Tecta Panorama™, koTopbiii
noKasas BbICOKUIN pUCK CUHAPOMa feneuun 22q11.27

Tect Panorama — CKPVHWHIOBLIN TECT, @ He AMarHOCTUYECKIN,
Jllobow pe3ynbTaT, NOKa3blBaIoLNI BbICOKW PUCK, CeayeT
NOATBEPANTL AMHMOLEHTE30M U BUONCH1eR BOPCUH
xopmoHa (CVS), KoTopble BKMOYatT B ceba XPOMOCOMHbI
MUKpOMaTpMUHbBIV aHanmn3 (CMA), cneuyndnyeckm obpasom
0OHapYXMBAIOLWMA OTCYTCTBYIOWMI YYACTOK XPOMOCOMbI 22,
KOTOPbINM BbI3bIBaET CUHAPOM Aeneumn 22g11.2. Ecnm nauneHT
OTKa3blBaeTCcA OT aMHMoLeHTe3a 1 CVS, XpoOMOCOMHOEe
TeCTMpoBaHue ¢ cnonb3oBaHem CMA MOXHO NpoBeCTH

y pebeHKa nocne poxaeHns.

Kyna MHe HanpaBuWTb NaLMeHTOB A NOAyYeHnn
LOMNOSNHUTENBHOW UHPOpPMaLA?

Bbl MOXKeTe HanpaBWTb NAaLMEHTOB Ha CanT
www.panoramatest.com/resources.

Heckonbko Be6-calToB rpynm, OCYLWECTBAAWMX NOALEPKKY
ntoaam ¢ feneuviert 22q11.2, pasmecTunv CBOM CCbIKIA Ha 3TON
CTpaHuLe. Bbl TakKe MoxeTe 006paTUTbCa HeMoCPeACTBEHHO
B komnaHuto Natera, utobbl 3aAaTh HALLIVIM FreHeTUYECKMM
KOHCY/bTaHTam ftlobble BOMPOChI, KOTOPblE MOTYT BO3HUKHYTh
y naumeHToB. Homep TenedoHa: 650-249-9090.
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