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YMmuaa TyakuHoBHa OMoHOBA
XaMIupanap akaJeMusICH
Mup3aoiaum P o3uxoHOBHY X0JIMATOB
®daproHa ’KamMoaT CaTOMaTINTd HHCTUTYTH

TYFMA BA OPTTUPUJII' AH MUKPOLE®AJIUAJIAP, STUONNATOTEHE3U, KIMHUK KEUYBHU, TAILXUCJIALL BA
TABCUSAJIAP KJIMHUK KY3ATYBJIAP MUCOJINJA

d ' http://dx.doi.org/10.5281/zenodo.15158256

AHHOTALIUA
Ymby makonana um GalusATUMHU3/IA yuparaH TYFMa Ba OPTHUPHITaH MHUKpoLe(anus TAIIXHUCH OWIaH KIMHUK XONATIapHH KENTHPHITaH.
3aMoHaBHI WIMUI MabIyMOTIAPHH, aJa0HETIapHN YyKyp TaXIHI KWIHII aCOCHa, YOy HO30J0THsI OYHIIa TaJKUKOT UILUIAPHUHU 010 GopHin
3apyp ne6 xucobnaiimus. Pecriybnukamus Xyayiiapu opacuzia, MUKpoLe(anusHUHT (CHOTHIMK Ba TEHOTHITMK f03ara YHKHII XyCyCHATIAPUHU
QHMKJIAII Ba TYFMa MUKPOLC(aNTUIHUHT MOJICKYJISIP TCHETHK JKUXATIapUHU ypranuil, Oy sca Kelakakaa MUHTaKaMu3/aa yiuly Kacamk Oyitnda
KacaJUIMK/IaH a3uAT YeKKaH OMJIaapra Maciaaxar Oepuiil, THOOM reHeTHKa TH3UMHUHH NIUTal YMKUI NMKOHUHY Oepaau. Ba ymOy kacammukimapra
YJaJIMHTaH 6eMopiap yIyH TagOUpIapHU PeXATAMTHPHII Ba TAKOMIUIAIITHPHUIN YIyH 3aMUH SIPaTaju.
Kaaur cy3aap: TyFMa Ba OPTTUPHWITaH MUKpoLieanusiiap, KIMHUK KEUyBH, TALIXHUCIALI, TYJIHK 3K30M CEKBEHUPJIAL YCYIIH.

YMmuaa TyakuHoBHa OMoHOBA

Akanemust MenicecTep

Mupsaonum P o3uxoHOBHY X0JIMATOB

Depranckuii MEIUIIMHCKUI HHCTUTYT OOIIECTBEHHOTO 37I0POBbBS

BPOXJIEHHAS U IPUOBPETEHHASA MUKPOLE®AJIUSA, DTUOIMATOIEHE3, KIMHUYECKOE TEYEHHUE,
JAATHOCTHUKA U PEKOMEHJALIMU HA IPUMEPE KJIMHUYECKUX HABJIIOIEHUIA.
AHHOTALIUA
B crarbe npeacTaBlICHbl KITMHUYECKHE CIy4au C JHarHO30M BPOXKICHHON U IIPUOOPETEHHOIT MUKpOLie(alny, BCTpeYaBIIMecs B Hallel padoTe.
M5! cunTaem, 4To He0OXOAUMO MPOBECTH UCCIIEA0BAHNE 110 JAHHON HO30JI0THU Ha OCHOBE TTyOOKOr0 aHa/IN3a COBPEMEHHBIX HAYIHBIX JAHHBIX U
nurepaTypbl. Cpeii perMOHOB Halllel pecyOJIMKH BO3MOXKHO oIpe/iesieHHe (PeHOTHIMYECKUX M TeHOTHIINYECKUX 0COOCHHOCTEH MUKponedannu
U M3Yy4YCHHE MOJICKYJIIPHO-TCHETHYECKHX ACICKTOB BPOYKICHHOW MHUKpoLehaInH, 4YTO IO3BOJUT B OYAyIIeM KOHCYJbTHPOBAaTh CEMBH,
MOpaXXEHHBIE 3THM 3a00JI€BaHUEM B HAIIIEM PETHOHE, VISl Pa3BUTHS CUCTEMbI MEUIIMHCKON FeHeTUKH. 1 3T0 cO3MaeT OCHOBY ISl TIIAHUPOBAHUS
1 yITy4IIeHUs MEPONPUATHH JUIS MAIIUEHTOB C 3THMH 3a00JICBAaHUAMH.
KiroueBble ci10Ba: BpoXKICHHAs M pHOOpeTeHHas MuKpoueains, KIMHMYECKOE TEYCHHE, AMArHOCTHKA, METOJ IOJHOIK30MHOI'O
CEKBEHUPOBAHMS.

Umida Tulkinovna Omonova

Nursing Academy

Mirzaolim Fozilzhonovich Kholmatov
Fergana Medical Institute of Public Health

CONGENITAL AND ACQUIRED MICROCEPHALY, ETIO-PATHOGENESIS, CLINICAL COURSE, DIAGNOSIS AND
RECOMMENDATIONS BASED ON CLINICAL OBSERVATIONS.
ANNOTATION
The article presents clinical cases with a diagnosis of congenital and acquired microcephaly encountered in our work. We believe that it is
necessary to conduct a study on this nosology based on a deep analysis of modern scientific data and literature. Among the regions of our republic,
it is possible to determine the phenotypic and genotypic characteristics of microcephaly and study the molecular genetic aspects of congenital
microcephaly, which will allow in the future to consult families affected by this disease in our region for the development of a medical genetics
system. And this creates a basis for planning and improving activities for patients with these diseases.
Keywords: congenital and acquired microcephaly, clinical course, diagnostics, whole exome sequencing method.

MyaMMOHHMHT A0J13ap0Juru: nyHEna TyFMa HyKcoHnu Oonamap — TyFMa HyKCOHJAp 4YakajoKJap YiauMu, Oojiaiiap KacajUIMKJIAapyd Ba
MyaMMOCHHHHT J0JI3apOJIUTY Xap WK yimly maTojorusra ora OyJiraH ~ HOTHPOHIWK cababmapu TapkuOuaa MyXuM YpuH TyTagw. TyFma
Oonanmap COHMHUHT Oapkapop ycuO Oopumm OwinaH OenruiaHaAd.  HyKCOHJIAPHUHT JHT KCHI TapKAITaH MIAKIUIApU MYITH(aKTOpHal

133



JXVPHATT HEBPOTIOTAV It HEVIPOXWPYPTYECKIAX IACCTIE[IOBAHIAV | JOURNAL OF NEUROLOGY AND NEUROSURGICAL RESEARCH

TeHe3Nn HyKconmapaup [6, 8]. Muxpouedanust (10HOHUAa HiKpOG —
KHYUK Ba KEQOAN - Kajua) - OOLI Cysrd Ba LIyHra MOC paBHILIA
TaHAHUHI OOIIKA KUCMJIAPUHUHT HOpPMAJ Yirdamiap OMJIaH MUSHHHT
ce3wnapyii Japakaja Kuupaimmm. KapuHIOUUIMK Japaskacl TacT
OYAraH KYyMUMWINK IOy IAIMsIIapAa yIapHUHT TapKkamdmu 1:250 Muar
KMIIMIaH  OLIMalaM Ba  KAPMHIOLUIMK  JapakacCh  IOKOpH
nomymsimusapaa 1:1000 v tamkwn kwnama [2,3,5]. bupmamuun
MuKpouedanus SpbHA TyFIIraHIaH Oonuiad 0o aiilaHacu KUYMK Ba
TYFpyKJaH  KEHMHIM  JiaBpJa  pPHUBOXJIAHAIWIaH  HMKKUIAMYH
MUKpouedanmsiiap (dapkranaan [3,4,9]. Bupnamun
MHKpOLCQAIUSHUHI acOCHH Ba KYIHMHYA SrOHA ajJoOMarTd KOTHUTHB
(GyHKUMSUIApHUHT ypTada mapaxana Oy3wiuimd Oyica, OupramMym
Mukpouedanusiian GapKid YIapok, HUKKHIaAMYd MHKpoledatusia
KYIIOJI MOTOp Ba KOTHUTHB OYy3WIIHIILIAP, IIYHUHIJICK TAHAHUHT OOIIKa
ab30J1apy Ba TU3UMIIAPHMHHUHT CTUIMaJIapy Kabu Oenruiap Ky3aTuiiam
[5,3,9]. Xos3upru BakTma MuKpouedanus HPCHii, IMOPHOMATHK Ba
CHUHIIPOMOJIOTHK (Hespinu Oapua XxpoMocoMa abepauusicuaa Ba 0ab3u
METa0ONMK  KacaUMKJapAa CHHApPOM cudaruga) OYynuHaau.
MuxpornepanusHuHr Oapya I[MAaK/UIapd Opacuia HPCUH INAKIHHHT
4acTOTAaCH XKyJa y3rapyBuaH - 7% man 34% raua [7,8]. IlaTomorns
ayTOCOM  PpEIEeCCHMB HUPCHHA  KacaIMK  XucoOmaHamw. Yoy
CHH/IPOMHUHI' OWIABHH XONAaTJIapi XaM TacBHpJAHraH. AyTOCOM
pelLiecCHB MAaTONOrUsl TYPH KapHHIOLUIMK HHUKOXJIAPUHUHT IOKOPH
(dhomsu OmnaH XxaM TacaUKIaHAAW: YpTada 1/3 Xomiapaa KapuHIOIITHK
kysatunanun  [3,9]. Mukpouedanus npeHaTan aBpAa  TAIIXUC
KYWUIIHUHT JHT KUWWH PHUBOKIAHUIN HYKCOHJApPHIAH OuUpUAUD.
MukpouehaiusiHu TalIXUCIAl y4yH ypTaua BakT JKyJa Y30K Ba
XOMWIAZOPIUKHUHT ypTrada 26-28 xadTacMHM TAaKWI KHJIAIH.
MukpouehalusiHUHI TpeHaTal AWarHOCTHKacuaa SKorpadusHUHT
ypraua cesrupnurud aturun  67,4% Hu Tamkun Kuwaaga  [2,5].
PuBoxmanum HyKCOHJIapU KymuH4Ya Oona TYFIITaHIAH KEHUH EKu
TYyFpyKJaH KEWHHTH [aBPHUHI KEHMHTHM OOCKMYNAA AaHHUKIAHAIHW.
Tyrma MHKporedanusiia MyTaIs TapKAIUIIH, TypiH
MyauaduapHuHr  Gukpura kypa, 1/160 man 1/230 HEM Tamkun
sramu[9,11]. IOxopumarumapmgan kemu0d UYNMKKaH XOJIfa, KYIMHHYA
MuKpouedanus SAroHa Kacaluluk cudaruma sMac, OanKu  Typiu
cababnap Ba pUBOKIAHHII MEXaHU3MIIAPHUTa 3ra OYIraH KacauTHKIap
cHeKTpy cudatuaa yIpaian, yIapHUHT aKCapyUsITH Xl XaM eTapinda
yprauuwnmarad. Mukpotedanus 6yiran 6emop OomaHu 6axonar yHUHT
KacaJUIMK TapHUXWHHU, KJINHMK-IA00paTop TEKIIMPYBIap, T'€HETHK
TeCTIap Ba KYIMMMYa TAAKUKOTIAPHHU TYIUK TaXJIWI KWINIIHU Tanad
Kwiagu. bom  Mms  pHUBOMUIAHMIN — HYKCOHJIADHHUHT — KITMHHK
KYPUHHILUIAPUHUHT TOJIUMOP(U3MH Ba CHEKTPHHMHI MAaBIKyUIMIU
Oupinamun MHUKpoueaTusHU MM HyKCOHJApH, aKJIUKA HOPACOJHK,
SMHUCHUHIPOM Ba YYOKIM HEBPOJIOTHK ajomariap OwinaH Oupra
KenmaauraH OOIIKa MOHOTEH Kacayutukiap Ownan auddepeHiman
TalmXuciamaa a013aponuk kacO sTMokma. Tyrma Mukponedamms
Ownan Oupra Ke4aurat Kymiad KacaluTHKIIap MaBXKy [UTUTHHU XHCo0Ta
ONICaK, YyJapHH KIMHUK Japaxana auddepeHiuan Tamxucuan
MMKOHHMHU OepyBYH aHHUK ()CHOTHITUK OCNTIIap MaBXKy.l SMac.
Kyiinna wm QanustuMuzga ydparaH TyFMa Ba OPTHPWITaH
MHKpOLedaIis TAIXUCH OMIaH KIMHUK XOJIaTIapHH KEITHPAMHU3.

¢.3811C>T Exon 16

(p-Argl1271Ter) chr1:19709110 Homozygous

rs140602858 4
Variant Location Zygosity
¢.2950A>T Exon 11
(p-Ser984Cys) X Heterozygous
15991587253 chr7:40118371
¢.2397G>C Exon 17
(p-Glu799Asp) chr1:16274848 Heterozygous
rs762649297 3
¢.1132C>T Exon 12 Heterozysous
(p.GIn378Ter) chr9:20781863 8

bemop M.P., 25.06.2023 i#wmnma Tyrwiarad, PecmyGmuka
nxtucocnamTupwiradn OHa Ba 0ona cagoOMaTINIH WMIMHH-aMaTuit
Mapkasu Paprona Bunosty ¢unuanura 9 uron, 2024 innna Mypoxkaat
KHWITaH.

IIukosiTH: OHACHMHM Cy3upaH, Oosma Oom  aifTaHacUHU
KMYUKJIUTATA, aKIUI-HYTKUM Ba KMUCMOHUI PUBOXMUIAHUILIAH OpKaJa
KOJIMIINIa: IOpMaily, YyTUpMaliay, ranupMainy, rarslapid MabHOCHHU
SXIIA aHIIaMainy, o€K Kylapuaa Ky4dWHHM HYKIUrura, yHiKyCHUHU
KaMJIUTUra Ba TE3-Te3 TalBaca XypyXJIapH Ky3aTHIHUIINTa, UIITaXacu
CyCT.

AHaMHe3nJaH: 0ona KapUHIONI HUKOXIAH TyFHIMarad. 3
XOMUJIAJIOPIIUK 3 TYFPYK Myquiatura etu6 38 xadranuruga TyFwiras,
XOMMJTAZIOPJINK OUPUHYH SIPMH KYWIH IIAMOJUIAII Ba KOH KETHUII OMJIaH,
2320 rp Ba3HAa, TYFPYK KOHHKAp/M KedkaH, Amnrap Oyitnya 6/7 Gan,
6yin-49cm, Oom aimanacu — 32cM, TyFWITaH CYHT Oup 03 yTHO
HuFnarad, OMPUHYM KyHH KYKpaKHU SMMaraH, TyFPYKXOHalaH 3-KyHHU
yitura xaBo6 6epwiran. bona Tyrunrannnan Oy€n xacra. Keinauamik
6oJslaHM XapakaT Ba aKJIMi PUBOMIIAHHIIN EMIUTa MOC K€UMaraH SbHU
GommuHN TyT™Marad, yrupunum 14 olnukaas, yTupMaras,
SMaKJIaMaly, lopMarad, TaHa XapopaTd KyTapuwiraHja TanBaca
XYpPY>KH Ky3aTWIradH. 8 OWIMKAAH TOBYIUIAp YMKAPUIIHK OOILIaraH.
Tyrunranpan 6y€H aknuii Ba HyTKui €mmra HucOaTaH OpKaja.

OOexTHB KypyBJa: 00IaHN yMyMHH aXBOIHM KOHHKApIH, ITyJIbC
conu- 117/mun, SPO2- 99% Tana xapoparu- 36.6 C. AHTPOIIOMETPUK
KYypcaTKUWIapu: TaHa TY3WIMIIM ACTCHWK THUIAA, KYKpak Kadacu
y3rapuiicus, yMypTKa NOFOHACHA y3rapuiicu3, TaHa BazHH- 8300rp
(N=10800-11200rp) 6¥in-83cm (N=80-86¢cm), Oormr aitnanacu- 39 cm
(N=48 cm), kykpak aiinanacu- 47 cm (N=49-50cm). Bour must xydr
HEpBJIAapH TOMOHUJAAH: K¥3 OJIMAacH XapakaTjiapu derapalaHMaras,
EpyFIINKKA PEAaKIMACH CaKJIaHTaH, SIIMTHII YTKUPJIWUTH CAaKJIAaHTaH,
mucharus  Oenrwnapy  GHIWI  QHUKJIAHAIM, MHMHK — MyIIakjiap
XapakaTiapy THIOMHMES, XapakaT JOMpacuia aKTUB XapakaTiap
yerapajaHraf, IacCUB XapakaTJa MyIIakjiap TOHYCHHH CIIaCTHK THILIA
oummiM, nail peduexcnap Kyamapuna YaKUpHIMOKAA Ba OEKJapia
skomnanran  D=S, mymaknap ky4n kyn o€kmapumga D=S 2-3 Gamnan
Tamkmw 3Tagy. KoopauHatop moupaza y3rapumuiap aHUKJIaHMAIH.
Onuii nycTiaoK (GaoiusaTh: KOHTAKTra KUPHUILMII CYCT, rarmupManu,
rallapHu MabHOCHHU SXIIH aHTTIaMalay. yHKycu kam. Kuuuk 4aHox
ap3osapu  (GaoNMATH: CAKIAHTaH, SKHHCHH ab30lapd Ku3 THIIA
IIaKJUIAHT aH.

Top myraxaccuciaap kypuruaa: oxynuct (11.10.2024)- xypys
HepBU Iuckuzaa cybatpodus 2 Tomomnama. Cypronor Xyiocacu
(11.10.2024)- x¥ypuk BakTHAa OSIMWTHIN Oy3wium Oenrmwapu
aaukinanmMagu. bom mus MPT tekmmpys xymnocacu (10.07.2024) —
KaJOKCHMOH  TaHa  TUMOIUIA3MACH,YpTada  TTIOKCHK-UIIEMHUK
sHIe(anonarys, OOLI MU SIPUM LIAPIAPUHHUHT HEIIOHa YaKKa Oyiaru
cybarpodusicu. D3I  (09.07.2024)- nmemona sHca Oynaruaa
smudaomwmk. ['eHeruk TekmupyB ssbHU NGS ycynuzaa TYIUK 3K30M
CeKBEHHpJIAIl yCcynu OwraH Tekmmpwiragaa ymoy (ASPM
15140602858 myTarms

(NM_018136)) c.3811C>T (p.Argl271Ter)
aHMKJIaHTaH (1-pacm).

q q Pathogenic
Microcephaly 5, primary AR (PVS1, PM2, PP5)
Disease* Inhereltanc Classification**
Congenital heart defects, A ~erf]
" 5 Uncertain significance
dysmorphic facial features,
q AD (VUS)
and intellectual (PM2, PM1)
developmental disorder ’
Warburg-Cinotti syndrome
(AD)/ Uncertain significance
Spondylometaepiphyseal ~ AD /AR (VUS)
dysplasia, short limb-hand (PM2, PP3)
type (AR)
Liver disease, severe AD Likely Pathogenic
congenital (PVS1, PM2)

1-pacm. Bemopna NGS ycy/naa TYIMK 3K30M CeKBEHHPJIALI TEKIIMPYBH HATHKACH.
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IOkopunarunapra acocnanu®, 6emopra KyHugaru sKyHUH TallIxuc
kyrunam: 10-KXK Q02, 11-KXK: LA05.0- Hacnuii reHeTHK KacaluTiK.
bupnamun  mukpouedamus S5 -tun.  Acoparm:  CHMOTOMAaTHK
SMWIETICUS, aKJIUM, HyTKUH Ba >KUCMOHUHN PHUBOMJIAHHUIIJAH OpKajaa
KOJIHUIIL

TaBcust: ora-onara TaBcwst: 1. Ota-oHa Ba SKMHIapHAa ymody reH
(ASPM (NM_018136)) ¢.3811C>T(p.Argl271Ter)  1s140602858
BapHaHTJIAPUHU BaTUJanys KWINII Ba KeJaXakJa OWIaja sHa ymoy
HACJIMH KacaJuIuK OwiaH OoJia TYFUTUINMHNA OJAuHH ouml. 2. Keinaru
¢dap3ang pexa acocupa nayHéra kenrupuml. 3. bomaHm TOp
MyTaxaccuciap  (T€HEeTHK, HEeBpOJOr, Meauarp, oprormnen,
peabunuronor) HazopaTuma yupiam. 3. Joummuii peaOWiIHTAlMOH
Myonaxanap. 4. AHTUKOHBYJIbCAHT TEPAITHsL.

2- KIIMHUK XO0JarT.

Bemop H.b. 17.10.2022 i#iunma TyFwirad. PecmyOnmka
nxtucocnamTupwirad OHa Ba 0ona cagoOMaTINrH MIMHH-aMaauit
Mapkasu Paprona BwiosTH ¢unuamura 16 oktsaOpp, 2024 imina
MypO>kKaaT KHITaH.

Iukositu:  OnacuHM  cy3uzpaH, Ooma Oom  ailaHACHUHU
KUYMKIIUTHUTa, aKIUH-HYTKUN Ba )KUCMOHUM PUBO>KIIAHUIIAH OpKaaa
KOJIMIIINTa: I0pMaiiy, yTupMaiaum, ranupMaiiy, ranjapHu MabHOCUHU
SIXIIM aHIJIaMaiay, O€K KyJulapuaa Ky4MHH WYKJIMTUra, yHKyCHHHU
KaMJIUTUra Ba TE3-Te3 TalBaca XypyXJIapH Ky3aTHIHUIINTa, UIITaXacu
cyct. bup Heua MapTa HEBPOJIOTHK Tepamys KWIHMHTaH JIEKHH, Ooagaru
y3rapumuiap AHAMHUKaga OpKara Kapab KeTMOKIa.

AmnamMue3nnan: bona KapuHIOM HUKOXJaH TyFwirad. TyFunrangan
Oyén kacanm, 4 xommnazopimuk 4 dap3ann XOoMIIATOPIUK OFHUP
TOKCUKO3 OWmiaH KedraH, mynaatura etud 39 xadramga Tyrmwiras,
TYFPYK YpTa ofup KeuraH, Anrap mkanacu Oyiinda 6-7 6ami, 3700 rp
Ba3HOa, OyHu-49cMm, Oom aiimanacu — 36cM, CyBH To3a O¥yiraH,
TYFHWITaH 3aX0TH HUFIIara, 1 KyHU KYKpaKHU CYCT 3MTaH, 7-8 OMIMKaa
OGommHu TyTtrad, 14-15 oitnmukma yrupran, ropmaiigun. OHacHHHHT
cy3umaH ounaaaru 0omka ¢ap3aHanapu COFIoM: 1- xomuna 1- TyFpyK
Yrun 6oma, 11 Em KIMHUK COFIIOM , 2-XOMMIIa 2-TyFpyK Ku3 Oona 6 €,
KkJIMHEK cornioM. [IpoGany 3- xomuna 3- TyFpyK.

OOBexTuB KypyBaa: OolaHM yMyMuil axBOJIM KOHUKAPIH, ITyJIbC
conu- 110/mun, SPO2- 99% Tana xapoparu- 36.6 C. AHTPOIIOMETPUK

KYpcaTKUWIapH: TaHa TY3WJIHIIA HOPMOCTEHHUK THILIA, KYKpak Kadacu
y3rapumicu3 OOJaHUHT  AHTPONIOMETPHK  KypcaTKH4iapu: TaHa
TY3WINIIA HOPMOCTEHHK TUI/IA, TaHa Ba3zHH: 12 kT (N= 11-14kr), 6yitn-
85cm (N= 83-89cm), Oomr aitmanacu: 44cm (N= 49-50 cMm), KyKpak
aitmanacu: 54 cm. (N=50-55 cm). HeBponoruk kypysaa: 601 must Ky Gt
HEpBJapd TOMOHMAAH: Ky3 OJIMACH XapaKaTjapu 4derapajiaHMaras,
EpyFIMKKa PEaKUMACH CakJaHraH, SIIMTHII YTKUPJIWIH CakJaHIaH,
mucharns Ba auchoHus Oenruiiapu aHUKIaHMaId, MUMHUK MyIIakiap
Xapakarjiapy —CakJaHraH. XapakaT JOMpacHia: aKkTHB Xapakariap
yerapajaHrad, s’pHH Oona MycTtakmn ropmaian. I[laccuB xapaxatiap
yerapajaHMarad, Mymaknap ToHycuma aupdy3 runoronus. I[lai
pedraexcnapu LTIOBAKYN Ba ofKIapaa cycaiiran, cumMMeTpuk D=S,
MyIIakiIap Ky4d Kyn/oéknapupa - 4/3 OajumHu Tamkwun sraad, D=S.
Onnif mycTIoK (haoausATH: aKIHUil Ba HyTKUH PUBOXKIIAHUIIY EIITMTa MOC
amMac, yiikycu Oy3mwirad. Knank yaHok ab3onapu GaoausaTH: 14 KEJIUIITT
Ba memo0 axparuiiu paBoH. JKuHCHE ab3onapu Ku3 Oona Tumma
PHMBOXJIaHIaH.

WuctymenTan Ba naboparop taxiawuiap Hatwkanapu (17.10.2024):
I. VYmym xon taxmmwin: remornobun-110r/m, COD-20mwm/c,
neiikouutaap-10,1*109nutrp, spurpouutiap-4,0%1012nutp,
TpombormTiap-366*109 wa nutp. 2.Buoxumuk Taxmmwi- KOK-20,1
oupnux/n, JIAT- 401 oupnux/n, AJIT - 34,4 Gupnux/n, ACT- 43,6
Ooupnuk/n,  umkopuit Qocdaraza -409 Oupnux/n, Kameimi -1,4
MmOt/ 11, hocdop- 0,6 mmons/i, Buramus [ -13,1 Hr/mi, TakTaT anma-
1,9 mmons/n, marauii — 0,8 mmons/n, bBomr mus MPT texmupysu
xynocacu: Jleiikonuctpodust. 2. 3T - Mus sipuM 1mapiapy IemoHa
kueMuna srugaouik. CeleKTHB CKPUHUHT - KOHAArH (heHHIaNaHHH -
19,57 mr/an (nopma — 2mr/an rada). I'enetuk Tekmupys sibhu PAH
TeHHUa CeKBUHMPJIAII YTKA3WIraHaa 9 sK30HAa MyTalys aHUKJIaHWO,
(CHUIKETOHYPUS TAIIXUCH TaCUKIAHIH.

IOkopunarunapra acocnanu0, 6emopra KyHugaru sKyHUH TallIxuc
kyiungn: 10-KXK:Hacnuit reneruk xacammuk. @enmnkeronypus. 11-
KXK:5C50.00. Acoparu: HMkkunamun Mukpouedanusi, CHMITOMATHK
SMWIETNICUS, aKJIUM, HyTKUH Ba >KUCMOHUHN PHUBOMJIAHHUIIJAH OpKaaa
Koiumi (2-pacm).

2-pacm. bemop H.b. ®enuikeronypus. Ukkuiiamyu MUKpoueda ns TAIXUCH OUIaH.

Tascusnap: 1. Ora-ona Ba sxunnapuna ymoy red (PAH NM_000277)
c.934>A (p.Gly312Ser) 15763115697 BapuaHTIapuHH  BaJIHAALMSA
KIWIUII Ba KelaXakaa ymoly Kacaluk OwiaH Ooja TYFHIUIIMHU
onmuHu o 2. Maxcyc 6yTka 6unan osuknanrupuin (Comida PKU
A,B Hytpuren 70, Adennnax). TapkubOuma Kyo MHKIOpAA OKCHIT
CaKJIOBYHM MaxCyJOTJapHH yekiaml. 3. PeaOunuraimon myomaxanap.
Jloronenuk Mmamrynotiap.

XyJoca kKuiau0, 3aMOHABUH WIMHH MabJIyMOTIapHH, anaOuétiapHu
YyKyp TaxJIMJI KWIMII acOCHAa, YOy HO30JI0THs OyiH4ya TaaKUKOT

DoiigagaHniaran agaduéraap pyixaru:

unoapuHan oaud Oopuim 3apyp aed xucobmaiimms. PecmyOmukamms
XyIyAIapy opacuza, MUKpouedalTusHUHT (EHOTUINK Ba TCHOTHITUK
103ara  YMKHII XyCyCHATIapUHM  aHMKJIAIl ~ Ba  TyFMa
MHKpPOLEATUIHUHT MOJICKYJISIP TeHETUK KUXATIAPUHU yprauumi, Oy
3ca KelaXakJIa MUHTaKaMI3Ia ymoy Kacaluink Oylnuda KacaJUIMKIaH
a3WAT UCKKAaH oOwjajapra maciaxaT Oepuin, THOOMIA TeHETHKA
TH3UMUHH UIUIA0 YUKW UMKOHUHH Oepaay. Ba ymlOy kacamiikimapra
YalMHTaH OeMopiap YYyH TaAOHpJIApHH PEKATAIITHPUII Ba
TAKOMUWUTALITHPHUII YYYH 3aMHH SIpaTaJiy.
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