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AKTyajbHOCTh. bosesns Humana-ITuka — rpynmna ayTroCOMHO-PEIIECCUBHBIX 3a00JI€BaHUM,
CBSI3aHHBIX CO CIUICHOMETAIHMEH, TPOMOOIUTONICHUEH, BapraOeIbHBIM HEBPOJIOTHIECKUM JTe(hUIIN-
TOM U HAaKOIUICHUEM JIMMHIOB, BKIOYas CHUHTOMUENHUH U xojecTepuH. OOmas pacnpocTpaHeH-
HOCTh TUTIOB A 1 B BMecTe B3sThIX onieHuBaetcs B 1:250000.

Heanb: npencraBieHre KIMHAYECKOTO Cydas nanuenTa ¢ 6one3npio Humana-ITuka tun A/B
u aHoManueit ApHoinbaa-Kuapu.

Matepuanbl u MeToabl. Kypaiius nanuenra, aHajiu3 UCTopuu 060s1e3HH, paboTa ¢ MEAUIINH-
CKOW JOKYMEHTAIMel, 0030p METUIIMHCKOM JTUTEPaTypPHI.

Pe3yabTaTsl u ux oocy:xnenue. [lauuent M., 13 net. [loctynun B neguaTpuieckoe oTaele-
Hue I'AVY3 «IPKb M3 PT» ans onpenenenust JajibHEWIIed TakTUKUA BeaeHud. V3 aHamHesa u3-
BECTHO, YTO B 2 T0/1a BO BpeMs MPOo(UIaKTHIECKOr0 OCMOTpa y pebeHKka Oblia BbIsSBIIEHA CIIJICHOME-
ranus u TpomboruToneHus. Jlanee kaxasie 3-4 Mecsia moBropsutd Y 31, pa3mepsbl celie3eHKU Hapac-
Tajau, TpPOMOOIMTOINIEHUsI coxXpaHsuiack. B 3 rosa craimonapHoe o0clieZJoBaHHE 1O MOBOJLY CILICHO-
METaJINU ¥ TPOMOOIIUTOTIEHUH HESICHOM aTHONOTHH, YacThix OPBU. B myHkTaTe KOCTHOTO M0O3ra 00-
HapyXeHbl eHucThie Makpodaru (knetkun Humana-ITuka?). Ha Y3U opranoB OpromiHoii moiaocTa —
crutenomeranus (95 x 51 mm). [IpeaBapuTenbHO ObLT BBICTaBIIEH quarno3: bonesns Hakoruienus (Hu-
MaHa-IIuka?). Ilo maHHBIM SH3UMOJMATHOCTUKH, ObUIM HCKIIOYeHbl Oojne3np l'ome u GM1-
TaHIJIM03M103, OOHAPY)KEHO 3HAYMTENIbHOE IOBBIIIEHUE aKTUBHOCTH (pepMEHTa XUTOTPHUO3MAA3bI
(861 HM/mr/uac) u pe3koe cHUkeHHe akTUBHOCTH chunromuenunassl (0,04 ul'/mr/gac). [latoren-
Heix Mytanuid B reHe NPC1 (6ose3sar Humanna-ITuka tun C) He oOHapyxeHo. TaHmemMHas macc-
CIIEKTPOMETPHS: MOBbIIIEHA KOHIIEHTPaLKs JIU30C(UHIOMUENINHA U Ju3ochuHromuenuua — 509. Ha
PKT npusnaku qug¢y3Horo nopakeHus MHTEPCTUIMAIBLHON TKAHU JIETKUX, HEOOJIBIIOE yBEIYe-
HUE €IMHUYHBIX OpOHXOMYJIbMOHAJIBHBIX JUM(OY310B. B 8 5eT mpoBeneH MmojHbI aHanU3 reHa
SMPD1, BeIsIBNIEHBI MyTaluy, OATBEP)KIat0IINe Auarno3 6one3np Humana-ITuka tun A/B. B ator
xe neproJ Ha MPT ronoBsl BeIIBIIEHA KayJalbHAasl JUCTOINS MUHIAIMH MO3KEUKa HUXKE OOIBIIIOrO
3aThUIOYHOI'O OTBEPCTHUS 10 7 MM — cuHApOoM ApHonbaa-Kuapu 1 crenenu. B 11 ner nanuent nocry-
IIWJI B CTAllMOHAD C JKal00aMU Ha epUOJUUECKHEe HOCOBbIE KPOBOTEUEHHS U HOUHOM SHYpe3. B koa-
rynorpamme: AUTB — 41,8 cek., [1B — 12,6 cek., [TA mo Ksuky — 73,2%, ¢ubpunoren 2,14 r/n, MHO
— 1,07. ®axTop XII — 38% (50-150%). OObEKTHBHBII CTATYC HAa MOMEHT MOCTYILICHUS: [ICUYCHB MPH
najenanuu: +1 cm, cenesenka: +4 cMm. B obmem ananuze kpoBu TpomOoruToneHus (109*1079/m).
3aKIIl0OYeHHe HEBPOJIOra: MBIIEYHbIH TOHYC TU(PQY3HO YMEPEHHO CHIDKEH; MATOYHO-KOJIEHHYIO
npoOy BBHINOJHSET C JIETKOW OUCMETpuel; B yclokHeHHOW mpoOe PomOepra — mokaumBaercs;
a7inaZioXoKnHe3, OoJbile cieBa. BeicTaBieH kiauMHUYeckuil quarHo3: bonesns Humana - [Muka tun
A/B. BropuuHoe nHTepcTULIMATIBHOE TOpaxkeHue Jerkux. Anomanus Apnonsaa-Kuapu 1 cr. ledu-
uT X1 ¢pakropa cBepThIBaHMS KPOBHU JIETKOM cTereHu. Ha TaHHbBII MOMEHT MalueHT OKUAaeT Ipo-
BeJieHUe (peepaibHOT0 KOHCUIIMYMa Ui Ha3HauYeHUs] (epMEeHTO3aMECTUTEIbHON Tepanuu mpemna-
parom Onunynasa-anbda.

BbIBOBI: YHUKAJIBHOCTD U CJIOKHOCTH MPEACTABIEHHOTO CIyYas 3aKJII0YaeTCsl B COUETaHUU
y pebeHKa pelKoro HacjeICTBEHHOTo 3a0oiieBaHusi ooMeHa — Oonesnn Humana-Iluka tun A/B u
aHoManuu ApHoibpaa-Kuapu. Otu 3a0051€BaHNs COMPOBOXKAAIOTCS PA3BUTHEM CXOKHUX HEBPOJIOTHU-
YEeCKUX TNPOSIBIICHUM, 4TO TpeOyeT auddepeHnaIbHOi AUAarHOCTUKYA, KOMAaHIHOTO TOJXO0Ja C
HaOJII0/IEHUEM HEBPOJIOoTa U HEHpOXHpYypra, a Takke MHCTPYMEHTAIbHOIO MOHUTOPHUHTA C IIEJIbIO
paHHEeW IMarHOCTUKH crienupuueckux n3MeHeHui mpu 6one3nn Humana-ITuka A/B u porpeccupo-
BaHUs aHoManuu ApHosbaa-Kuapu.

1108



