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V BCEPOCCUNCKM MEOVNATPUYECKMIA ®OPYM CTYAEHTOB U MONOALIX YYEHLIX «BUPTYO3 MEANATPUN»

TPYAHOCTU OUATHOCTUKMN MMYTAPOBOU
AUMOYPUU (ALUMOEMMN) Il TUNA

Wapudosa C.A."
HayuHbi pykoBoguTens: goueHT O.B. Mno6a’?

'®rAQY BO «[lepBbiii MOCKOBCKMI rocyAapCTBEHHBIN
MeAULMHCKUIA yHuBepcuTeT umenn .M. CeveHosa»
MwuHzagpasa Poccun (CeveHoBckuin yHuBepcuteT), Mocksa,
Poccus;

20rAY «HaumnoHanbHbI MEAULMHCKUIA MCChneaoBaTenbCKU
LIeHTp 300poBbs geten» Munsgpasa Poccun, Mockea, Poccus

Krrouesbie crioga: KnuHuYeckull cryyall; HapyweHus
obMeHa aMuHoKUCiom, ailymaposasi ayudemusi 2 muna;
HacniedcmeeHHble 6orne3Hu obmeHa

Axmyanvrnocmo. I'mytapoBas auunypus I Tuna (I'A-2) —
penKoe HacleICTBEHHOE 3a00NIeBaHIe, XapaKTepU3yIoIieecs Ha-
pylIeHHeM 00OMeHa aMUHOKHUCIIOT U KHMPHBIX KUCIOT U CBSI3aHO
¢ mytauusimu B reHax ETFA, ETFB v ETFDH. PacnpoctpaHén-
HocTh ['A-2 cocrasisiet 1: 200 000 HOBOpOXKAEHHBIX. 3a00eBa-
HHE BKJIIOYEHO B IIEpEUEHb XKU3HEYTPOXKAIOIIUX.

Onucanue krunuueckozo ciydas. Jleouxa 10 yet, npu poxie-
HHHU — OIIEHKa M0 IiKasie Anrap 8/9 6aiuioB; ¢ 2 Mec )KH3HH — STIHU-
30711 PBOT, C HX y4allleHHeM B Bo3pacte 4 Mec. BeicTaBneH quarHos:
MMAJI0pOcCTIasM. Ha3nauens! cria3MOIMTHKY C TOJIOKUTEIBHBIM 3(1)-
¢exrom. B xorporpamme: crearopest I Tuna. Mama camocTosiTens-
HO BB€JIa HU3KOOENKOBYO AueTy. IIpoBeeHbl reHeTHeCKue ucce-
noBanust: cuHapoM [Ipanepa—Brm u AHrensMaHa — HCKITFOUEHEI;
OpraHMYeCcKUe KUCIOTH MOUH: TIOBLIIICHHE YPOBHEH 2-THAPOKCH-
OyTupara, 3-ruipoKcuOyTHpara, aneroanerara, 4-ruipokcude-
HWJIanerara. Amnanu3 nsaTeH BbleHJCHHOﬁ KpOBH Ha aMUHOKHCJIO-
ThI U ALMJIKAPHUTHHBI METOIOM TaHAEMHON MacC-CIIEKTPOMETPUH
(TMC) — nopma. B Bo3pacre 11 Mec Haxoauiiach Ha JIYEHUH C JTU-
arHo3om «[lepunaranpubie noBpexaenust [IHC runokcuyecku-u-
IIEMHYECKOr0o rene3a. CHHIPOM BUTATENbHBIX HAPYIICHUH IO
TMIOTOHHYECKOMY THILy. 3aJepKKa IICHXOMOTOPHOTO Pa3BUTHS».
[Monyuana snekap, uepedponusuy, AT®, BuTamunsl rpyninsl B,
Jakap0O; oTMedacs SU30] HEMOTUBUPOBAHHON PBOTHI, BEPOSITHO
CIIPOBOLMPOBAHHBII BBEICHUEM LIEpeOpOIU31HA (KOMILIEKC NETTU-
noB). B Bo3pacte 2 et nccienoBaHbl YacTble MyTali CHHAPOMA
MELAS — =e BoisiBieHo. [IpoBeneHo onpeneneHne KOHIEHTpa-
LU aMHHOKHUCIIOT U alMJIKapHUTHHOB MeToioM TMC Haromak —
HOpMa, C «OeJIKOBOM Harpy3Koi» — BhIsBIEHO noBsienue C6DC
(1,025 mxmonb/1, mpu HopMe 10 0,33) — HeoCTaTOYHOCTD 3-Me-
Ty TapoHi-KoA-neruaparassl. [1o JaHHBIM TOTHOIK30MHOTO
CEKBEHUPOBAHHS ObUTH BBISBIICHBI HYKJICOTHIHAS 3aMeHa ¢.119A>C
B TeTEPO3UTOTHOM COCTOSIHUH M HyKJIeOoTHAHas 3ameHa ¢.365C>T
B T€TEPO3UTOTHOM COCTOSHUM B reHe ETFB, onucaHHbIe y Maly-
€HTOB C IIIyTapoBOH anuaypueid, Tun 2B. O4eBuIHO, YTO TOIBKO
B BO3pacTe 2 JIeT y 00JbHOI ObLI HOATBEPIKAEH AUarHo3. Pe6EHOK
HOJIy4aeT JUETOTEPauIo, METa00INYECKYIO TEPAITHIO C MOJIOXKU-
TENBHBIM 3((QEKTOM: IeBOUKA CTaJIa XOIUTh CAMOCTOSITENTHHO, 3Ha-
YUTENHHO YITyYIIHINCH ICHXOPEUeBhIe HABBIKU.

3axmouenue. Ilpu HEJOCTATOUHO HHPOPMATHBHBIX JAAHHBIX
o0cnenoBaHus peOEHKa HEOOXOAUMO MPOBEICHUE TIOBTOPHBIX HC-
CJIeI0OBaHMI C UCIIOIb30BaHHE IPOBOLUPYIOIUX METO0B. B Ha-
CTOsLIEE BPEMs C IOMOILBIO PACIIUPEHHOTO CKPUHUHIA HOBOPO-
XKIEHHBIX C UCIOJIH30BAHUEM TAaHAEMHOH MacC-CIIEKTPOMETPHH
MOYKHO BBISIBUTH Jlake OeccuMnTOMHYIO ¢opmy [A-2, 4to HeoO-
XOAMMO JUIsl CBOEBPEMEHHON THArHOCTUKY 3a00JI€BaHUs U IIpe-
YIPEKICHUS OCIOKHEHUH.



