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OE®ULNT LMHKA Y HEQOHOLLUEHHOIO PEBEHKA

KoHumHa H.A."

HayuHble pykoBoauTenu: npodeccop
M.B. Haporan'?, goueHT O.A. Kpor-heHceH'?

'®IAOY BO «[epBbit MockoBCKUiA rocyAapCTBEHHbIN
MeauUMHCKUA yHuBepeuTeT nmenn N.M. CeyeHoBa»
MwuH3gpasa Poccum (CeueHoBckuii yHuBepcuTeT), Mockaa,
Poccus;

20I'bBY «HaumoHanbHbIN MEeAULIMHCKUIA UCCNEeaoBaTenbCKuin
LIEHTP aKyLlepCcTBa, TMHEKONOrMN U NEPUHATONOMMN UMEHN
akagemuka B.W. Kynakosa» MuHsgpasa Poccun, Mocksa,
Poccus

Kniouesbie criosa: knuHuveckull cydati; HeOOHOWEHHbIE
demu; decbuyum YuHKa; napeHmeparsbHoe numaHue

Axmyanenocms. HeToHOLIEHHBIE I€TH YacTO HYXJIAIOTCS B
Ha3HAYCHUH NAPEHTEPAILHOTO MMUTAHMS Ha [UTUTENBHBIA CPOK, YTO
sABysieTcs. PakTOpOM pHCKa pa3BUTHA Ae(DULUTA IIMHKA.

Onucanue knunuueckozo ciyyas. Mansuuk, ot 1-ii 6epeMeHHo-
cTH, 1-X IpexIeBpEMEHHBIX ONEpaTUBHBIX POIOB Ha cpoke 31 Hex.
Macca tena npu poxxaeauu 980 1, anuHa tena 32 cm. C poxaeHus
HaXOMMJICS Ha MOJHOM MapeHTePaTbHOM UTAHUH B CBS3U C BO3HHU-
KaBIIVMH HAPyLICHUSMHU CO CTOPOHBI XKEMyA0THO-KHUILIETHOTO TPaK-
Ta: HEKPOTHYECKUM SHTEPOKOIUTOM, JKEITyAOYHbIM KPOBOTEUEHHEM
U IUCKHMHE3HeH XKelyl0uHO-KuleyHoro Tpakra. Ha 40-e cyTku xus3-
HU OTMEYEHO NOSBICHUE U3MEHEHHUH Ha KOXe B BUJIE BE3UKYI O0JIb-
[IMX pa3MepoB Ha CTOMAX U pyKaX, 3pO3UBHBIX OYAroB ¢ reMoppa-
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V BCEPOCCUNCKM MEOVNATPUYECKMIA ®OPYM CTYAEHTOB U MONOALIX YYEHLIX «BUPTYO3 MEANATPUN»

THYECKUMH KOPKaMH Ha JIMILIE, ITPEUMYIIECTBEHHO 110 Kparo Ty0, 1
B MEpUAHANILHOM 00nacTu. Y peOEHKa TakKe HaOMIoNaoCh CHIKE-
HUE ITOKa3aTeNeil akTHBHOCTH LIEJIOYHOM ocdarasbl B TUHAMUKE:
455,277,136 EJl/n na 4, 41 u 46-¢ CyTKH KU3HU COOTBETCTBEHHO.
[Ipu noobcnenoBaHUM BBISIBICHO CHIDKEHHE YPOBHS LINHKA B KPOBH
10 4,5 MkMoute/1. Hagato mocTeneHHoe HapanyBaHue 00beMa dH-
tepanpHoro nuranus. C 49-x cyTOK KU3HU B TApEHTEPaIbHOE TIH-
TaHUe 100aBJIeH KOMIUIEKC MUKPOYJIEMEHTOB, BKITIOUAIOIINH IIMHK
(«Annamens H» B no3uposke 0,1 ma/kr/cyt). C 53-X CyTOK KH3HU
peOEHOK Hava Mojy4arh MepopajbHbIA Npernapar HWHKA B 103H-
poBke 2 Mr/cyT. MecTHO Ha 00acTh 3po3uii mpumeHsuuch «bane-
onny, «JleBoMekoiby, noBs3ku «bpanomuaa Hy». Ha doune mpo-
BOJMMOM Teparuy OTMEUYallach BBIPAKCHHAsI TTOJIOKUTEIbHAS U~
HaMHKa B BUJIE NICUE3HOBEHNUSI KOXKHBIX MTPOsiBIICHUH. PeO&HOK OBLI
BBINUCAH U3 CTALMOHApa Ha 92-€ CYyTKH KU3HU, HA MOMEHT BbIIHU-
CKH YPOBEHb COJIEPAKAHUsI IUHKA B KPOBU cocTaBu 18,1 MKkMONIB/1,
YTO COOTBETCTBYET BO3PACTHON HOpME.

3axniouenue. JlaHHbIN KIMHUYECKUH CIydail 1EMOHCTPUPYET
pa3BUTHE Y HENOHOIIEHHOTO PeOEHKa CHMITOMOB Ae(HIIUTA [[HH-
Ka BBHUJy €ro He[JOCTaTOYHOI'0 NOCTYIUIeH!s B opranu3M. HasHa-
YeHHe MapeHTePaIbHOTO MUTAHKA C YIeTOM IOTPEOHOCTEH B MU-
KpO3JIeMEHTaX HeOOXOMUMO sl MPO(UIAKTUKHA TOAOOHBIX CO-
CTOSIHUI Y HEJIOHOLIEHHBIX JETEH.



