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Poccuinckmnin HaumoHanbHbIN nccrnenoBaTenbCKui
MeauuUnHCKMn yHuBepceuteT nmenn H.U. Muporosa
MuHsgpasa Poccumn, Mocksa, Poccuns

KnroueBble cnoBa: demu; cuHOpom [u [xopoxu;
KOHOMpyHKarbHble Nopoku cepduya; ummyHodegpuyum;
rnonumopghu3sMel; duagHoCMuKa

AkTyajibHOCTh. CHHIPOM Jeneruu 22-i XpoMOCOMBI (CHH-
apom del 22q11) unu cungpom Jdu JIKOpxKH — 3TO COBOKYII-
HOCTB MOP(OJIOTHIECKIX, IMMYHHBIX 1 HEBPOJIOTHUECKHUX H3Me-
HEHUH, KOTOPBIE ABISIOTCS CIEACTBHEM JENECIUH JJIHHHOTO IIie-
4a ofHOM Kommu 22-i xpomocoMbl — del 22q11.2. OcHOBHBIMU
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KIIMHUYECKAMH TPOSIBICHUSMH CHHAPOMA SIBIISIETCS HMMYHOIE-
¢unut (U]]) 1 KOHOTpYHKAJIBHBIC TIOPOKH CEPALA, OTHAKO UX OT-
CYTCTBHE HE HCKJIIOYAeT JUarHo3, a AUarHOCTHKA OCHOBBIBACTCS
Ha HAJIMYUU JPYTHX MHOKECTBEHHBIX BPOXKIEHHBIX MOPOKOB pa3-
Butud (BIIP). Ileas paGoThl: ONpeAenuTh BIUSHUE TOTUMOPHU3-
MOB ITOPOKOB Y ziereii ¢ 22q11.2 Ha Bo3pacT MOCTaHOBKHU JIHarHo3a.

Marepuainbl u metoabl. O6cnenoano 50 mereii ¢ 22q11.2.
Bce metn Oblnm pacmpepesieHbl Ha 2 TpyHnbl: 1-10 rpynmny
(n = 33) cocTaBuiy OOJILHBIE, Y KOTOPBIX AMArHO3 ObLIT 3aI0/10-
3pEeH B HEOHATAIbHOM Nepuoze, 2-10 (n = 17) — OombHEIE, Y KO-
TOPBIX AUArHO3 3aIl0JI03PEH B paHHEM JeTCKOM Bozpacte. Cpen-
HUH BO3pacT NOATBEPKACHUS JUarHo3a y 0oibHbIX 1-# rpyn-
mel — 2,6 + 2,32 mec, 2-i rpymmel — 22,9 + 12,6 mec. Macca
TeJa Ipu poKAeHNH neter 1-i rpymmst — 2757 £+ 501 1, 2-i rpyn-
el — 2784 + 515 . Onenka no mkane Anrap aereit 1-if rpymn-
el — 6,8/7,9 6amna, 2-it — 7/7,8 6anna.

PesynbTarsl. Y Beex neTell HaOMIOAAINCh MHOXECTBEHHBIC
BIIP u xnmuanueckue npossiaenus NI Bpoxn€HHble opoku cepa-
na (BIIC) 6pum BeLsiBieHs! y 33 mereid 1-i rpymmst (100%) u 10 me-
Teit 2-# rpymmsl (58,8%). Y 12 (36,4%) neteit 1-it rpymmsl BEIsIBIIe-
Ha Tetpana Pamno; y 7 (70%) nereit 2-i rpynmnsl — cenTaibHbIE
Hopoku cepaua, y 2 (20%) 6ombHbIXx — auBepTukyn Kommepe-
1. Knerounsiit ]I 6611 BesiBiieH y 33 (100%) nereit 1-if rpyn-
el 1 17 (100%) nereii 2-it rpynmsl. BIIP auneBoro ckenera: 1-s
rpymma — 15 (45,5%), 2-1 rpynma — 7 (41,2%), 3HIOKpUHHBIE OT-
kioHeHust — 12 (36,4%) u 5 (29,4%), BIIP LITHC — 12 (36,4%)
u 5 (29,4%), BIIP mouenonosoii cucrembl — 10 (30,3%) u 7 (41,2%),
MaToJIOTUs JKeJayaouHo-KuieyHoro tpakra — 10 (30,3%)
u 6 (35,3%), BIIP onopHo-asurarensHoro armapara — 19 (57,6%)
u 10 (58,8%), mazHble Hapymenus — 12 (36,4%) u 9 (52,9%), BITP
npixarenbHol cuctemsl — 4 (12,1%) u 8 (47,1%), BpoxxaEHHBIE
rpenku — 5 (15,2%) u 6 (35,3%), rymopansasiii U — 4 (12,1%)
Y BO 2-# TpyIIie He Onpe/eNnEH.

3akuouenue. [1aBHBIM (aKTOPOM, ONPENEISIOIUM PAHHIOKO
JarHoctuky cunapoma Hdu Jxopxau, siiasiercs Hanuuue BIIC
Ha (hone MHOXkecTBeHHbIX BIIP. Hanuune sH10KpUHHBIX Hapyliie-
HUH, TOPOKOB NnIeBoro ckenera, [IHC, mouenonoBoii cucremsr,
KEITyTOYHO-KUILIEYHOTO TPAKTa, ONIOPHO-IBUTaTeIbHOTO ammnapa-
Ta, AbIXaTeJIbHOW CHCTEMBI, INIa3HBIX HapYIICHUH, BPOXKAEHHBIX
IPBDK Y HOBOPOXKIEHHOTO peOEHKA TpeOyeT KOHCYIbTAIH I'eHe-
THKA U KapUOTUIIMPOBAHUS JIaXKe IPH OTCYTCTBUU XapaKTEPHBIX
st del 22q11.2 xonorpynkansabix BIIC. Kpome xiierounoro U/,
y nereit ¢ cuaapomoM n JKOPIDKU BCTpedaeTcsi TyMOpPaIbHBI
W], ato B couetanuu ¢ MHOXecTBeHHBIMHU BIIP moBbimaer puck
TSOKENBIX MHGEKIMOHHBIX OCIOKHEHHH yXKe B HEOHAaTAILHOM I1e-
puoze u TpedyeT paHHEl! JUarHOCTHKH.



