VAK [61+615.1](06)(043.2) Axmyanshoie npobnemul cospemennoli meduyunvl u papmayuu-2024
BBK 5+52.81 BI'MY, Munck (25.04)
A43

ISBN 978-985-21-1569-8

Maxkcumoea M.P., Cnpasues E.IO.

MOJIMMOP®U3M I'EHA OTC B PA3SBUTUU HHO®AHTUJILHOMU ®OPMBbI
TUITEPAMMOHWEMMMH |1 TUIIA (KIUHUYECKUM CJTYUYAN)
Hayunuwiit pykoeooumens: kano. meo. nayk Xomuvko E.A.

Kageopa buonoeuueckou xumuu
Benopyccruii cocyoapcmeennwiii meouyunckuii ynugsepcumem, 2. Munck
Munckas obnacmuas demckas Kiunudeckas 6oabHuya, a/e. Jlechotl

AKkTyadabHocTh. Jlepumur opuutuHTpanckapOamuiasbl (OTK) sBisercs reHeTHYECKUM
3a00JI€BaHUEM, BBI3BIBAIOLIMM HAKOIUJIEHHWE CIMIIKOM OOJIBLIOrO KOJIMYECTBa aMMHUAaka B KPOBHU
(runepammonuemus |l Tuna). Pacnpocrpanennocts Hegocrarounoctd OTK cocrasnser 1:14000 —
1:77000. ITo cocrosiunto Ha 2006 rom Obuto oOHapyxeHo Oosee 400 MyTanuii, MPUBOIAIIUX K
HapyleHuto pabotel ¢epMeHTa. OAHOH M3 MHCCEHC-MyTalui, NPUBOJAIIEH K Pa3BUTHIO
MHGAHTUIBHON (OpPMBI 3a00JI€BaHUs, SBISAETCS OJHOHYKICOTHIHAS 3aMEHa aJIeHMHA Ha T'YaHHWH
rs67283833 (c.716A>G) B rene OTC. B pyccKOsI3bIYHOM JIUTEpAType OTCYTCTBYIOT CBEICHHUS O
BCTPEUAEMOCTU JAaHHOW OJHOHYKJIEOTHUIHOW 3aMeHbl. Cpeau 3apyOexHBIX aBTOpOB 567283833
YIOMUHAETCS JINIIb €IHHOXIBI.

Heanb: paccMOTpeTb  KIMHWYECKHHA  CIydail  pa3BUTHA  MH(PAHTWIBHOW  (OpPMBI
runepaMmMmonuemui |l Tuna B pezynprare noaumopdusma rena OTC.

Marepuanbl u Meroabl. Mansuuk X B Bo3pacte 1 rog u 1 Mecsi nmocTynwi B IpueMHOE
ornenenue Y3 «MuHckas 00siacTHast A€TCKask KJIMHUYECKass OOJbHUIIA» C Kajno0aMu poAUTeNIeH Ha
MHOTOKpPaTHYIO PBOTY y peOeHKa B TEUCHHE HECKOJIbKUX HEH, BBIpaKEHHOE OECIOKOWCTBO
MaJIbYMKa, €ro MOCTOSIHHBIN Mmi1ad. MakT OTpaBiIeHUs U TPAaBMBbl pOJAUTENH oTpulaiu. 13 anamuesa:
pebenok ot 1 6epemennoctH, 1 pomoB B cpoke 41 Henmens, ¢ Maccoi Tena npu poxkaeauu 3440 rp.
PebeHok ¢ poskIeH s HAXOIUIICS Ha TPYIHOM BCKapMIIMBAHUU, IPUBHUBKH BBITIOTHSITUCH 10 BO3PACTY
corjlacHO KajeHjapro. OBOIIHOM MPUKOPM BBEJEH B S MECALEB, MSICHON HNPUKOpM J100aBieH kK 9
MmecsiiaM. Co CJI0B MaMbl, MaJIBYMK €1 OXOTHO, B TOM YHCIIe U OEIKOBYIO MHILY (TBOPOT, MsCO),
anmetuT xopomwid. du3nyeckoe pa3BUTHE OBUIO OIIEHEHO KaK TapMOHHUYHOE, HW)KE CpPEIHEro,
YUUTBIBAs 3HAUEHHs Macchl Tea u pocrta: B 1 rox u 1 mecsi peGeHok Becuit 8,3 Kr mpu pocte 75 cM.
I'onoBy Hawan nepxartb ¢ 3 Mec., CUAETh - ¢ 6 mec., xoauTh - ¢ 11 mec. HepBHO-nicuxuueckoe
pa3BUTHE COOTBETCTBOBAJIO BO3pacTy. [laHHbIe (GU3NKAIBHOTO 00CIEIOBAHMUS IOKA3aIH yBEITMUCHUE
nedeHn +1 cM or kpas pebGepHoi nyru. IlanmeHTty mnpoBeneHO 1a0OpaTOPHOE HCCIEIOBaHUE
nokasareneit obmero ananmuza kpoBu (OAK), 6moxummdeckoro ananusa kpou (BAK) u obmiero
ananu3a moun (OAM).

PesyabTaTsl u ux 00cy:xkaenune. B OAM 00Hapy’kKeHO MOBBIIIEHUE YPOBHS KETOHOBBIX TEI
U OTCYTCTBHE IMpH 3TOM TJIOKO3ypuu M npoteuHypuu. Ilo pesyiabratam BAK ompeneneno
MOBBIIIIEHUEE aKTUBHOCTH 111e7104HOH (ocdartassl 1o 500 En/n, neueHounsix Tpancamunas (AcAT —
121 En/n, AnAT — 165 En/n) npu HopMaibHOM ypoBHE o6miero ounupyouna (10 mxmons/in) u CPb
(3,3 mr/mm). Ha 23-u cyTku peGEHOK MepeBeicH B OTACICHHE aHECTE3HOIOT U U PEaHUMAIIUK B CBS3H
C YTHETEHHMEM CO3HaHUs JI0 YPOBHsI OTJIYLICHUS, I/I€ Yepe3 CYTKH Y MajbunKa HaOIroAa1cs NpUcTyIl
TCHEPATM30BAHHBIX TOHHKO-KJIOHUYECKHUX CYIOpPOT, B CBS3HM C 4eM OH Obul mepeBeneH Ha WBJI,
HAJI&)KCHO YaCTUYHOE TapeHTepajbHOe MHUTaHWe. 3a MOCIenyroIue 3 JHS MOSBIINCh U OBICTPO
NPOrPEeCCUpPOBAIM  MPU3HAKM  BHYTPHUUEPETIHOM  THIEPTEH3MH, OTEK TOJIOBHOTO  MO3ra,
TUIIEPHATPUEMUS. B BAK OTMEYaIUCh TUIIOIIPOTEUHEMMUS, TUNoanbO0yMUHEMUS,
runepepMeHTeMUs] IPY HOPMaJIbHOM ypOBHE oOuiero OminpyOuHa, MOYEBHMHBI U KpeaTHHHUHA.
VYpoBenb ammuaka coctaBisi 1600 mxmons/n (Hopma go 70 mxmoinw/n). Ha 13-pie cytku B
OT/JENICHUHM aHECTEe3HOJIOTUM U pPEeaHUMAalMU Yy MaleHTa ObUIO JHUAarHOCTUPOBAHO BPOXKIAECHHOE
HapyIlIeHue IUKIa MOo4YeBUHBI. B manbreimem BpoxkaeHHbI aedpunut OTC Obur moarBep iaeH
MOJIEKYJIIPHO-TEHETUYECKUM aHaJIM30M (IIOJIHOE€ CEKBEHHPOBAaHHE T'€HOMA), BBISIBUBILIUM MYTAIIUIO
c.716A> G B rene OTC.

BeiBoabl. /IaHHBIN KIMHUYECKUN CiIy4daldl JAEMOHCTPUPYET BAKHOCTh T'€HOTHUIIMPOBAHUS
poIuTenel ¢ 1eNbio cBoeBpeMeHHOro oOHapyxeHus nedexra OTK.
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