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HAYYHO-MPAKTUYECKAA KOHOEPEHLIMA CTYOEHTOB M MOJIOAbIX YYEHBIX « CMEPAHCKUE YTEHNA-2024»

BPOXOEHHASI AKPOLIE®ATIOCUHOAKTUINNA
1-r0 TUNA Y OEBOYKU

CaBateeBa O.U.", CmMonbsaHHUKOBa A.B.",
KanTtyTtuc C.C.!

HayuHble pykoBogutenu: goueHT E.A. CapkucsH’,
KaHA. meAa. Hayk J1.[1. BopoHa'?

"Poccuinckuit HauuoHanbHbIA UccregoBaTenbCKUi
MeauLMHCKUn yHuBepeuteT nmenn H.W. Muporosa
Mwunsgpasa Poccumn, Mockea, Poccus;
2Hay4Ho-npakTu4eckunii LeHTp nmexu B.®. BoliHo-
HAceHeukoro [lenaptameHTa 3gpaBooxpaHeHnss Mocksbl,
Mocksa, Poccus

Knrouesnbie criosa: knuHu4eckul criyqali, cuHdpom Anepa,
rpoepeccupyrowuli CUHOCMo3, duagHOCmuKa, f1e4eHue

Axmyanvbnocmyb. AxpouedanoCHHAAKTHINS 1-ro THIIa — CHH-
npom Anepa (CA) — ayTOCOMHO-JOMHHAHTHOE 3a00JIeBaHKE, BbI-
3BaHHOE MYyTallMel reHa perenTopa dakropa pocra ¢pudbpobdia-
ctoB-2 (FGFR?2), BcTpevatomieecs ¢ yactotoit 1 : 65 000-200 000
1 XapaKTepH3yIolIeecst KpaHHOCHHOCTO30M, TOPOKAMH Pa3BUTHS
nuua 1 koneuHoctel. bonbHble ¢ CA CTanKuUBalOTCA ¢ TPYAHOCTS-
MU [IUTaHMs, IOTEPEH CiryXa, pOorpecCUpYIOIMM CHHOCTO30M KO-
cTell, 00HapyKHUBAIOTCS CTPYKTYpHbIE aHOMAJIUH CEP/IIa, MOYEIo-
JIOBOH CHUCTEMBI, JKEITYIOYHO-KHIIETHOTO TPAKTA.

Onucanue knunudeckoeo ciydas. Jleouka H. or marepu 36
JIET C OTATOLIEHHBIM COMAaTHYECKUM M THHEKOJIOTHYECKUM aHaM-
HE30M, OT 1-i GepeMeHHOCTH, 1-X CpOYHBIX POAOB MyTEM oOrepa-
uu kecapea cedenus B 40 Hen. [Ipu poxnennu macca tena 3105
T, ITrHa Teia 48 oM, oreHka o mkane Anrap 8/8. Ha cpoke recra-
un 11 vex ipu Y3 Oblia BeIsSIBIIEHA CHHAAKTIITNS KUCTEH U CTOTL.
IMpu poxxaeHH TMarHOCTHPOBaHa BPOXKIEHHASI THEBMOHHMS cTadu-
JIOKOKKOBOH 3THOJIOTHH. AHTHOAKTEpHAIbHAS TEPAIINS C TIOT0XKHU-
TenbHbIM 3 dexTom. B Bozpacte 10 cyT xku3Hu peOEHOK epeBeEH
B IO MIIBHBIN CTAIIIOHAD JJIsI OTIpE/IeNIeHHs JalbHEeHIIIei TaKTH-
ku BezeHus. [Ipi ocMOTpe BBISIBICHBI (DEHOTHITIYECKHE 0COOSHHO-
CTH: CHHOCTO3 KOPOHAPHBIX IIIBOB C JIBYX CTOPOH, Opaxuuedanus,
TUIOIUIA3KS OPOUT 1 CpeJHEeH TPETH JINIIa, 3aaBIiast IepeHOCHLIa,
KJTIOBOBH/IHBII HOC, MUKPOTHATHs, apKOBHIHOE HEOO, ITOJIHAS CHH-
JaKTHIIUS] KUCTEH U cToIl. B HEeBpolornyeckoM craryce: CHHIPOM
YTHETEHHUs1, OTCYTCTBHE (PUKCAIMK B30pa, IIPU3HAKU CHHAPOMA BSI-
JI0r0 peOEHKA: THIOTOHMS U runopediekcus. [Ipu HelipocoHorpa-
Gy BU3yaIM3UPOBATIH THJIATALIHIO OOKOBBIX JKENYIOYKOB MO3ra.
Hapymenwnii opranoB ciyxa u 3peHus He BbIsiBlIeHO. Heonaramnn-
HBIH CKpUHUHT — 0e3 naroynorui. [Ipu moJHo3K30MHOM CEKBEHH-
POBAaHUY BBISBIECHBI MyTaluK B TeHe FGFR2, 4TO B COBOKYITHOCTH
¢ aHaMHe30M roaTBepauiio nuarno3 CA. Pe6EHOK BBIMCAH JOMOM
11071 HaOJIIOIeHNE TIeIuaTpa, HeBPOJIOTa, OTOPUHOJIAPUHTOJIOTa, Ye-
JIFOCTHO-JILIEBOTO XUPYpra, HEWPOXUpypra rno MecTy )KUTEJIbCTBA.

3axnouenue. HecmoTps Ha XapaktepHoe nopaxenue mpu CA
BCTPEYAIOTCS KIMHUYECKHE POSBICHNS TOJIBKO B BUAE Opaxuo-
nedanuu U NOJHOH CUHAAKTUINY. 3a001eBaHNe HACTIEeoyeTCs [0
ayTOCOMHO-JJOMUHAaHTHOMY THILy, OJHAKO MOTYT HaOIroaaTbes
crienu(UIHbBIe TEHHBIE MYyTallM, BO3HUKIIHE de novo. Jlnarsos
CA MoxeT ObITh MOCTaBNIeH yxe Ha 11-if Henmene 6epeMEeHHOCTH
C TIOMOIIBIO TIPEHATANBHOTO YABTPa3BYKOBOTO ckprHHUHTa. CA B
HEOHATaIEHOM IEPUOJIE COIPOBOXKAAETCS] CHHAPOMOM BSUIOTO pe-
OEHKa 1 TpeOyeT AOMOTHUTEIILHBIX MEPONPUATHI. MK ANCIUILIH-
HapHBIN TOX0 K yrpaBieHHto CA sBJISETCS ONTUMAIIbHBIM JUIS
JIOCTHIKEHUS aZIeKBAaTHOTO HEHPOIICUXUYECKOTO pa3BUTHsI OOJIb-
HOTO U YJIy4IIECHHs] Ka4eCTBa €ro KHU3HU.
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