VIK 61:615.1(062)(476-25) AxmyansHoie npobnemvl cogpemennoll meouyunvl u papmayuu-2023
BBK 52473 BI'MY, Munck (19.04 —20.04)
A43

ISBN 978-985-21-1258-1

Kosnoea T.C.
CEMEMHBIE CJIYYAU HE®@POTUUYECKOI'O CUHJIPOMA Y JIETEM:
KIIMHUYECKASA XAPAKTEPUCTHUKA
Hayunwie pykosooumenu: 0-p meo. nayx, npog. Kozvipo H.A.,
Kano. meo. Hayk, ooy. benvkeeuu A.T.
1-2 kagheopa demckux bonesneti
benopycckuii 2cocyoapcmeennwiii meouyunckuii ynusepcumem, 2. Munck

AKTyanbHOCTB. 110 TaHHBIM JUTEpaTyphl CEMEWHBbIE Cllydyal HEe()POTHUECKOTOo CHHIpPOMA
(HC) BcrpeuatoTcest peniko. AKTyallbHBIM ABISIETCS IPOBEICHUE MOJIEKYJIIPHO-TE€HETHUECKOTO UCCIIe-
JIOBAHHUS C LEJIbIO BBIACHEHUS MexaHu3Ma pa3sutus HC, onpenenenus TakTUKY JIE€UEHUS.

Hean: npocneanTs karaMHe3 nanueHToB ¢ cemeitnbiM HC.

Matrepunanbl u MeToabl. 13yuens! ucropuu 6oneznu 14 nereit us 7 cemeit ¢ HC, nabnronas-
muxcs B Y3 «2-1 'IKB» r. Muncka ¢ 1999-2022 rr. [Ipoananu3upoBaHbl aHAMHECTUYECKUE, KITH-
HUYECKUE, 1a00paTOpHbIe, HHCTPYMEHTAIbHbIE JJAHHBIE, PE3YJIbTaThl MOJIEKYIISIPHO-TE€HETUYECKOTO
rccaea0BaHusa U HepoOHOIICHH.

PesyabTaTsl n ux oocyxaenue. B 6 (42,9%) cnyuasx HC pa3Buiics cpa3y mocie poxaeHus
WIX B IIepBbIe 3 Mecsla )KU3HU. 2 nanuenTam BeictaBiieH quario3 HC ¢paniysckoro tumna: 2 cectpsl
u3 3 neBouek B ceMbe ¢ BpoxkaeHHbIM HC U runorupeo3oM, ropMOHOPE3UCTEHTHOCTBIO, BEPOSITHO
ayTOCOMHO-perieccuBHbIM (AP) Tunom HacienoBanus, 00e ymepiau B paHHEM BO3pacTe OT UH(pEK-
uuid. JIBa manpurka Habmonanucek ¢ auarno3zoM HC ¢unHckoro tuna 6€3 reHeTuYecKoro moaTBep-
KJIEHUS C THIUYHBIMU KIIMHUYECKUMU U MOP(HOJIOTHYECKUMHU U3MEHEHUSMHU (Ha ayTOIICUU Y OJJHOT'O
MUKPOKHCTO3 KaHAJBIEB), YTO [TO3BOJIMIIO MPEANONOKUTh AuarHo3 U AP tun Hacinenosanus. Bro-
poMy OpaTy B Bo3pacTe 4-x JIeT IPOBE/IeHA YCIelIHas TpaHCIUIaHTaus nouku. Y nsoux cudcos HC
oOycnosien myranueir LAMB2 rena (6pat u cectpa ¢ BpoxxaeHHbIM HC, BpO>KI€HHOH TITayKOMOH 1
KaTapakToif), o0a yCHemHo TpaHCIUIAaHTUPOBaHbl. [10 MaTepHMHCKON JMHUM Y BCEX JIUI] )KEHCKOTO
10J1a OTMEYaJlach NaTOJIOTUSI OPIaHOB 3PEHUSI.

VY 8/14 (50,8%) nuarnoctupoBan uauonatuueckuit HC. Y aByx cecrep (okaabHO-CerMeH-
tapHblil TiomMepynockiepo3 (OCI'C), ropmonopesuctenTHbit HC ¢ XopomnM 0TBETOM Ha Tepanuio
LUKJIOCTIOPUHOM A 6e3 HapylieHus (yHKIMM noyek. CxoaHas KJIMHUYecKas KapTuHa (Mopdosoru-
YECKU Me3aHTuaibHas npoiudepanus ¢ nenoszunueit IgM) ormedanace 1 y 1ByX O6pathbeB ¢ Je0I0TOM
HC B Bo3pacte 6 u 5 €T COOTBETCTBEHHO. Y OpaTa U cecTphl (MaMa aMepUKaHKa, OTeLl PyCCKUil)
MaHu(ecTupoBai creponiouyBcTBUTeNbHBIN HC B Bo3pacTe 4-X u 2-X JIET, IOCJIE Yero CeMbs yexasa
u3 benapycu. JIBa 1BoopoJHBIX OpaTa MpoAeMOHCTpUpOBaH 1e0t0T crepouaopesrucreHTHoro HC B
Bo3pacte 4-x yer co cxoaHoi Mopdornorueit ®CI'C ¢ TyOyIOMHTEPCTULIMATBHBIM KOMIIOHEHTOM,
KaJIbIIMHO30M CTPOMBI U KaHaJblIeB. MI3MeHeH!s B OMOXMMHUHU KPOBU COOTBETCTBOBAIN MTPOSIBICHUAM
HC: runonporennemus Me 53,6 (43-61r/x1), runoansOymunemust 31,9 (19-53r/x), runepxonecrepu-
Hemusi 6,34 (6,2-9,38mMmonb/n). YpoBeHb cyTouHoro Oenka mouu B mpenenax 0,07-3r/cyt (Me
0,201). HedpoOuomncus nposenena 6/14 (42,9%): y 4 (66,7%) ®CI'C, y 1 — me3aHruaigbHasi IpoJiu-
¢epanus ¢ genozutamu IgM, y 1 — Me3aHruanbHbINA CKIEPO3.

BriBoabl: Bo3pact nedrota cemerinoro HC Bapeupyet ot 0 1o 6 net. Cunapomansubiii HC
BbIsIBIIEH B 14,3%. CTepon10pe3nCTeHTHOCTh OTMEUYEHA Y BceX HabogaeMbIX. Pe3ynbTaTel MoJIeKy-
JSIPHO-TEHETUYECKUX HCCIe0BaHU MOMOTyT pacundpoBath MexanusMbl pazsutus HC u B onpe-
JeNIeHUH TaKTHKY JieueHus. PeunansoB HC y manueHToB rmocie TpaHCIIaHTallMK TOYKU He HalIIo-
JaJI0Ch.
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