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*Kusamosa Caynem Tansunosna — npogeccop,
Kxageopa oemckux 6onesneti No 2;

2 J6vinkaceimosa Amuna Jleonudosna - uHmepH-neouamp,
®Baiimazanbem Canuma Kaiipamkoisi - unmepi-neduamps;
4EpeH2aﬂue@a Toeoican Kocmanoena - unmepH-neouamp;,
SCosemosa Bomazos Cepukbaesua - uHmepH-neouamp;
Ganzlzwep()uHoea Yanan Kaszbexosna - unmeprn-neouamp;
"IIlanma6aesa Anenus Beiicamosna - unmepu-neduamp,
Lxona meduyunut,

Hexommepueckoe Axyuonepnoe Obwecmeo « Meouyunckuii ynueepcumem Kapazanowviy,
2. Kapazanoa, Pecnybauxa Kasaxcman

AHnnomayusa. npedcmaenen KIUHUYECKUll CIydal pebeHKa ¢ pedKol HO30102UHecKol Gopmoi — 6one3HbIo
Tlomne. Obwee Kronuuecmeo nayuenmos, eviasienuvix 6 Kazaxcmane, menee 1% (lowe, Ilomne,
Myxononucaxapuooz 1 muna, @abpu). Imo os3nauaem, umo nooasisiiowjee OOILUUHCINBO dMUX OOIbHBIX HE
3HAIOM 0 C8OeM 3a00NeBAHUU, He NOLYUAIOM O0JINCHO20 JEUEHUs U YMUPAarm noo HesepHvimu ouacrozamu [1].
Fonesnv I[lomne (cnuxoeenosz I muna) — npoepeccupyrowgee, Myabmucucmemnoe 3abonesanue, 00yci08ieHHOe
HeOOCmamoyHOCmblo (hepMenma KUCiol aibha 2noKo3udasbl ¢ HAKONJIEHUeM 2MUKO2eHa 6 mKawsx. IeH,
KOOUpYIOWUll KUCAYIO 2NH0KO3U0A3y, Kapmupoean Ha OnuHHom niaede 17 xpomocomvl (nokycl7q25) c
aymocomno-peyeccusuvim munom nacareoosanus [2]. Ceeoonss npednodicen moavko 0OUH MEMOO JLeHeHus,
3apecucmpuposannbiti 6  paszsumuvix  cmpavax  Eeponwi  u  Amepuxu, a marxoce 6 PK,
epmenmoszamecmumenvras mepanus (O37T) [3].

Knwuesvle cnosa: naxonienue 2iuKko2end, AYMOCOMHO-PEYEeCCUGHbIL Mun, QepmMeHmo3amecmumenbHas
mepanusi.

OcHoBHasi yacth: bonesns IloMre — kimaccuueckuil THN TIIMKOTEHO3a, HAKOIUIEHWE TJIMKOT€HA B TKaHSIX
CKEJIETHBIX MBIIII], MHOKapJa U OTYACTH HEPBHOH CHUCTEMBI OOYCIOBICHHOE HAPYIIEHHEM €r0 PacIIerICHUS.
3aboneBanue pa3BuBaeTcs Ha (oHe Myrtanmu reHa GAA, KOTOphIA HAXOJUTCSA HA 17 XpOMOCOME M OTBEYAET 32
KOJMPOBKY IOCIICI0BATEILHOCTH KUCIIOH anbba-1,4-r1r0Ko3u1a3sl I MaIbTasbl. J[aHHOE BEIIECTBO CYMTACTCS
OJIHUM U3 BaXHEHIINX (PEpMEHTOB JTH30COM, KOTOPHIC YUACTBYIOT B MIPOTEOIN3E MOJICKYIEI TIHMKOTEHA Ha OoJree
MPOCTHIE BEIIECTBA, KOTOPHIE MOTYT Pa3pylIaThCs A0 TIIOKO3bI, KOTOPas y4acTBYET B SHEPreTHYeCKOM 0OMeHe
KJIETKH. [ JTMKOTEeH — 3TO OCHOBHOE XPaHWIUIIE SHEPTHH ISl CKEJICTHBIX MBIIII, CePACTYHON MBIIIIBI, IEYCHU U
HEPBHOH TKaHW, B CBS3M C 3TUM Mpu3Haku Oosne3nu [lomrie 0OyCIOBJICHBI HATOJIOTUYECKUM HAPYIICHHEM
CTPYKTYPBI 3THX OPTaHOB.

Ha ¢oHe Takux mporeccoB BOZHUKACT HEXBATKA SHEPTHH B KJICTKAX, BCIEACTBUE 3TOTO MOTPEOHOCTH TKaHEH
B TJIFOKO3€ KOMIICHCHPYETCSI TOJBKO 3a CYEeT €€ MOCTYIUIEHHS u3 KpoBU. IIoMHMO 3TOTO, B JNH30COMAax IPH
JAHHOHM MaTOJIOTHU HAaYMHAET CKAIUTMBATHCS TIUKOTEH, BCIICIACTBHE YETO OOpPa3yIOTCsS KPYITHBIC BKIFIOYCHHS B
BHJIE BAaKyoJIei, 4TO B JAJIbHEUIIIEM MOJXKET BBI3bIBATh AUCTpodHUUecKoe MopaxkeHHe KieTok. HacnemoBanue
nedeKTHBIX BapraHTOB reHa GAA MPOTEeKaeT M0 ayTOCOMHO-PElecCHBHOMY TUITy. Hammuame HecKombkux hopM
Heyra OOBACHICTCS Pa3HBIMU BHJAMM MYTAllMi TAHHOTO reHa. [Ipy HEKOTOPBIX THIAX HEAYra MPOUCXOIHUT €€
HE TIOJIHOE€ OTCYTCTBHE, a TOJBKO YAaCTHYHOE CHIKCHHE AaKTHBHOCTH KHCIOH anbda-1,4-TIoko3unasbl, 4To
00YCIIOBIICHO TMO3JHUMH TIPOSIBICHUSIMH JTAHHOW MMATOJIOTHH W CBS3aHO C €€ MEIUICHHBIM MPOTrPECCUPOBAHHEM
[4].

B nauaie 3a0onieBaHMs KJIETKH COJIEPIKAT HEOOJNBIINE, 3aIOJIHCHHBIC TIUKOTEHOM JIH30COMEI, pa3Mep H
KOJIMYECTBO KOTOPBIX YBEIMYMUBAETCS C TeUCHHEM BpeMeHH. KinmHudeckne CUMITOMBI He mposiBiisitores. [locne
TJINKOTEH BBIXOJHT W3 IM30COM, pa3pbiBas MX MEMOpaHBI, U TIOMAAaeT B IUTOIUIa3My. B maHHBIN IepHOT MOXKET
O0TMEYaThCs QUC(YHKIHS MBIIIEL B KoHIle 3a001eBaHus 0OJIbIIasi YaCTh IJIMKOTCHA HAXOUTCS B IUTOILIA3ME.
B MbImedHo# TKaHH — PacpOCTpaHEHHOE YIBTPACTPYKTYPHOE MopakeHne. Bo3HUKaeT Tshkenas MAOTIATHS.
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Puc.1. Cxema namoghusuonozuueckux mexanuzmos oonesnu Illomne. B nopme xooupyemviii 2cenom GAA 6enox GAA
CUHME3UPYEMCsL 8 IHOONIAZMAMUNECKOM PemUKYIyMe, e20 KOHeuHas cOopka 3agepuiaemcs 6 annapame I onv0dicu, 3amem
nymem enympuriemouno2o mpancnopma nocpeocmeom Cl MPR 6enox nepenocumes 6 auzocomy. [ucynxyus pepmenma
GAA ecnedcmeue mymayuu cena GAA npueooum K HAKONAEHUIO 2IUKO2EHA 8 TU30CoMe, NOSGLEHUIO0 aymogazocom, danee K

HAPYUWEHUIO COKPAMUMENbHOU CROCOOHOCIU MbIUUEYHO20 BOJIOKHA U 8 KOHeYHOM umoee K 2ubenu kiemku [6]

B 3aBucmMOCTH OT KIMHWYECKOW KapTHHBI BHIICILIIOT JBE (GopMbl Ooiesnu Ilomre: MilaIeHYECKYIo U C
MTO3JHUM HavasoM [7].

Huarnoctika HBO compsbkeHa ¢ ompenmeneHHBIMH —TpymHOCTAMH. [Ipexnme Bcero, BBIpayKCHHBIH
KIMHUYECKHH mouMopdu3M U MHOTooOpasue (6osiee 600 HO30I0THUECKUX (HOPM) 3aTPYIHSIIOT PACIIO3HABAHUE
MHorux HBO Ha KIMHMYECKOM ypOBHE, a HM3Kasg YacTOTa BCTPEYaEMOCTH B TIOMYJSINH HE ITO3BOJISET Bpady-
NefuaTpy HaKOMUTh OINBIT JJIsi CBOEBPEMEHHOW IOCTAHOBKM jauarHo3a. [lpyroil HemanoBakHbIA (akTop —
HeO6XO}]I/IMOCTB MMPUMEHCHUA p33H006p8.3HI)IX METOAWYCCKUX IIOAXOJ0B, JHArHOCTUYCCKAA 3HAYHUMOCTbHb
KOTOpPBIX HepaBHO3HauyHA. Bribop onrumanbHOro mytm auarHocTHkn HBO BO3MOKEH TOJBKO NPH TECHOM
BSaHMOﬂeﬁCTBHH Bpada-KJIMHULOUCTA W CHOCHUAIMCTA TII0 ﬂa60paTopH0171 JAUArHOCTHKE. HOI[BOI[SI uTor
MPOBEACHHOMY KIMHUYECKOMY Pa30opy, OTMETHM, YTO, HECMOTpS Ha PEIKOCTh Tako¥ maroyiorud, kak BII,
MOJXHO BBIJIEJIMTh OOLIME KIMHUKO-I1a00paTOpHBIE CHMITOMBI, XapaKTepHblE IS MJlaJeH4YecKoi (opmbl
Ta"HOTO 3a00meBannsa. K HUM B mepBYyIO odepens HEOOXOIMMO OTHECTH CHMITTOMOKOMIIIIEKC «BSUTOTO pebeHKay,
MaKpOTJIOCCHIO, PECHHPATOPHBIE TPOOJEMBl, TEMaTOMEralliio, CHMIITOMBI CEpIACYHON HEI0CTaTOYHOCTH,
nossimieHue MeimedHsrx GpepmentoB AJIT, ACT, JIJI', KOK. bonesns Ilommne Tpebyer mpoBeneHus 60IbIIOT0
T depeHInANTEHO- TMarHOCTHYECKOTO TOUCKAa, B XOJ€ KOTOPOTO y TMAaIMeHTa HEOOXOJUMO HCKII0YaTh
3a00JIeBaHMsl M3 TPYIIbI HEHPOMBIIIEYHBIX, MUTOXOHPUAIILHBIX U MEPOKCUCOMHBIX 0O0Jie3HEeH, BPOXKICHHbII
TUIOTHPEo3 u Ap. Takum o0pa3oM, CeKTp (HEeHOTHIMHYECKUX MPOSBIeHNI MyTanuii B reHe GAA OYeHb MIHPOK.
B 3aBucuMocTH OT Ipeo0iIaJaloNuX CUMITOMOB OOJIBHBIE MOTYT ITONACTh B MOJI€ 3pPSHUS Pa3HBIX CHEUATIICTOB
— HEBPOJIOTOB, KapINOJIOTOB, TIEIHATPOB, T€IIAaTOJIOTOB, TEHETUKOB. [IpH 3TOM Ka)kKIIBI U3 HUX JOJDKCH IOMHUTH
000 BceX KIMHUYECKHX aCHeKTax OOJIE3HH, a TAKXKE O TOM, YTO COBpPEMEHHbIE MeTO/1bl Onoxumuueckoid u JJHK-
JAUArHOCTUKHU IIO3BOJIAKOT OKOHYATCIIBHO BepI/I(bI/II_II/IpOBaTB HpaBI/IJ'IBHI)If/'I JAUarHoas. HpOFHOS MJ'Ia]:[eH'—IeCKOﬁ
¢opmer BII weyremmurenen. Tem He MeHee, ¢ yderoMm mosiBieHus O3T maHHOTO 3200JIeBaHUS, CErOJHS €CTh
BO3MOXKHOCTh HE TOJILKO NPHOCTAHOBHUTH IPOrPECCHPOBAaHUE OOJIE3HH, HO U TMOJIYYUTh O0paTHOE pa3BUTHE ee
OTHENBHBIX KIMHUYCCKUX TPOSBICHUH M YIY4YIINTh KAa4eCTBO JXU3HH IAI[UCHTA. B CBI3M C ATHM TPYAHO
MIEPEOLICHUTh 3HAYMMOCTh paHHel auarHoctuku bI1, HeoOX0MMOM 11l CBOEBPEMEHHOT0 Ha3HAYEHHs TEpPaIlvy.
Junis mereit TpyaHOTO BO3pAacTa, MMEIONINX, KaK MPaBUJIO, HANOOJIee TKENbIe BApUAHTHI TeUeHUs OOJIE3HH, 3TO
BOIIPOC JKU3HM M CMEPTH, IIOCKOJBKY BPEMEHM [UISl JICYEHHs II0CIe YCTAaHOBJIEHHs JHarHo3a OCTaeTcs
ype3BbIuaiiHo Mano.(10)

OcuoBHas tepamnus npu bIl: @3T, noxxusHeHHas - Anrimoko3naasa anbda, 50 Mr mpemapara Bo ¢IiakoHax,
20 MI/KT Macchl TeJla OJIMH pa3 uepe3 2 Heflelli, BHYTPHUBEHHO, 365 amHeii/ron (1eTu, B3pocsie) [7].

B Mockse cocrosioch 3aceganue 3-1o PocCHICKOT0 coBeTa IKCIIEPTOB 10 AUATHOCTHKE U JICYCHUIO O0JIe3HU
ITomne (BII), B KOTOpOM MpPHUHSUIM YyYacTHE TMPEICTABUTENM BEAYUIUX OTEUECTBEHHBIX TI'€HETHUYECKHUX,
HEBPOJIOTHYECKUX, HEHPOMBIIIEYHBIX, MEIUATPHUSCKUX W KapIHOJIOTMYeCKHX IIKOJ. B cBs3m ¢ Tem, 9TO
BHUMaHHE K JaHHOH Ooje3Hm B Poccum OBUIO NPHBIEYEHO OTHOCHTENHHO HENaBHO, TJABHBIM (aKTOPOM,



OTPAaHMUYHMBAIOIINM €€ YCIICIIHYIO IUAarHOCTHKY M JICUCHHUE, SBISIETCS HU3Kast HHPOPMUPOBAHHOCTH Bpaueh o BII
1 mpoOIeMe HaCJIeICTBEHHBIX MTPOTPECCHPYIONINX MHOMATHH B ienoM. PesynbraTrom pabotsl 3-ro Poccuiickoro
COBETa KCIEPTOB CTANIA JaHHAS PE30TIOLHSL.

Lenu 3-ro Poccuiickoro coBeTa 3KCIEPTOB: YIyYIlIEHUE KayecTBa MEIMLMHCKOM oMoy namuenram ¢ bII B
Poccun; cHmwkeHHe KOJHUYecTBa HEOOPaTHMBIX OCJIOKHEHHMH 3a cdeT HamboJyiee paHHEro JUarHOCTHPOBAHUS,
OTIPENIEISIIOMIETO JIEYEHUE, AAEKBATHOTO ISl JAHHOTO 3a00JIeBaHWS; ONpEACICHHE IPUYMH HEIOCTaTOYHOMN
spdexkruBHocTn amarHoctukn BIT B Poccum; paspaboTka Mep, MO3BOJSIOMIMX HHTEHCU(PUIPOBATH
nuarHocTtuky BIT [8].

IIpuBogum coOcTBeHHoe HadawaeHume. Mambuuk [, 1 roma w2 MecsueB, MOCTyHNaeT B
KapJHOPEBMATOJIOTMYECKOe OTAEICHHE C ajobamMu Ha OJEJHOCTh, IMAaHO3 HOCOT'YOHOTrO TPEYroJbHHKA,
BSJIOCTB, NOBBIIICHNE TEMIIEPATyphl TeJa, CHIKEHHE IoKa3aTened caTypanuu Kuciaopona 1o 31% (m3mepenue
IIPOBOIMIIOCH TIOCPEICTBOM JIMYHOTO ITyJTbCOKCUMETPA).

W3 anamHe3a *XU3HU U 00Jie3HH peOeHKa M3BECTHO, YTO PEOCHOK OT 3/I0POBBIX POJUTEINEH, HE COCTOSIINX B
KPOBHOPOJCTBEHHOM Opake; oT 1 OepeMEeHHOCTH, MPOTEKaBUIeH C paHHUM M IO3JHHM TecTo3oM. [lo maHHBIM
yIBTPa3BYKOBOTO HCCIEJOBaHMS IIoAa B 32 HENenW — MNPH3HAKKM KapAUOMETalhH, THAPOIEPHKAPINUTA,
W3BIJIMCTOTO XOJia apTepHanbHOro Impotoka. Poxsl 1 B cpok 39 Henmenb, B 3aThIIIOYHOMIPEUICKAHUH, ITyTEM
KecapeBo ceueHus (y MaTepu Mo3BOHOYHAs rpbika). Bec ipu poxaennn 3390rp, poct — 53 oM. Ilo mkane Anrap
8-9 bamnos. [lo 1 mecsma >xu3HH He OoJen. AJuieproaHaMHe3, CO CIOB MaMbl, OTSTONIEH - pEeakmus Ha
Bankoren!

B 2 wmecsma (aBryct 2018r) BmepBble BBIBICH IIyM B cepame, Mmoo pesynpratam OxoKD —
I'mneprpodpuueckaskapauomuonatus (I'KMII). Co cnoB MaMebl, y pebeHKa HapacTal perpecc B ICHXOMOTOPHOM
Pa3BUTHH - CTal IUIOXO JAEPXKATh TOJOBY, MBIIMICYHBIH TOHYC ITOCTENEHHO CHIDKAJICS, MOSBHIACH OMBIIIKA.
PebGenok Habmroancst y KapAMoJora ¢ IMardHo3oM rurneprpouyeckaskapauoMuonarus. B Bospacre 4 mecsies
(okTs10pp 2018r.) Obul ocMOTpeH «o4HO» crenuanucramu kinHuku uaiinep (M3pawns) B HHKI r. Hyp-
Cynran. IloeropHo mposeneHo IxoKIT — noarepxknen auarHo3 ['KMIL. PexomennoBaHAHampuinH ¢
0 I00POM JTIO3UPOBKH.

3amomo3pena Oomesns [lomme. B3sAT aHamm3 KpOBHM METONOM «CYXHX Kamenb». [lo pesympTatam
renerndyeckoro aHaimmza oT 09.11.18 r. oOHapyxeHna rereporennas myrauus — c.(896E>C): (2662G>T),
(p-(L299P) (E888%*)) Hdmarno3 6omne3np Ilomme (E74.0) 6pu1 moarBepkmer. C 23.11.2018r. mo 13.12.2018r.
pebenok mosrywan cramuonapHoe jedenne B HHKXI] ¢ nmarHozom: rumeprtpodumyeckas KapAHOMHOTIATHS,
BTOpWYHAsA, Ha (OHE BPOXKIACHHBIX HapyIIeHHH MeTabonm3Mma, HeoOCTpykTuBHas ¢opma. boiaesns Ilomme.
BHeOonbHUYHAS BYXCTOPOHHSAS MOJMCETMEHTAapHAs ITHEBMOHHA, ocTpoe TeueHue. JJH1-2 cremenu. 3arem
pebenok Obur mepeBeneH B K@ UMC HHIIMJI otnenenue HEBpOJIOTMHM pPaHHEro Bo3pacra Jyisi Havaia
(hepMEeHTO3aMeCTHTENEHON Tepaly npenapaToM Maiio3aiim. JledeHne mepeHec yaoBIeTBOPUTEIHHO.

09.01.19r. pebenok mepeBenen B JIOb 1o JMHUM pecnyOJIMKaHCKOH CaHaBHAllMM C  y4EeTOM
kuciopoao3asucumoct pederka. C 09.01.19r. mo 28.01.19r. pebenok naxommics B JIOB. Beuta mpoBeneHa
3amecturenbHas P3T mnpenmaparom Maiizo3aiiM, 2 BBemeHHs. PeGeHOK OBIT BBIMUCAH C HEKOTOPHIM
ynyumenueMm. 31.01.19r. (7 mec) Hapocna BsUIOCTb, Hayajla CHIDKATBCS caTypalus Kuciopoga. B cBsizu ¢
yXyImeHneM coctosHus rocnuranusupoBad B OPUT. 5.08.2019 r. pebenok Obu1 Bemucad. 19.08.2019 r. (1 rox
u 2 MecsIia) J0cTaBieH B akcTpeHHoM nopsinke BCMII, nposenena VIBJI yepe3 TpaxeocTtoMy MemkoM AMOY.
OcMOoTpeH peaHIMAaToJIOroM. DKCTpeHHo rocruTanmsuposad B OPUT MJIOBb.

Koncynerammu crenmanuctos:05.03.19 nposeneHa TenekoHCydbTalus co cnenuanuctoM "OpdaHHOTO
mentpa" r. MockBa, moktopoMm IlewarnukoBoit H.JIL, cmemmanusmpyromeiics 1O BEOCHHUIO IAIlMEHTOB C
IrarHo3oM Oose3Hp [lomme. YduThIBas MHUPOBOW ONBIT JICUEHHs AETEH ¢ MIaleHYECKOW (Gopmoii OoiesHH
Ilomme, Hammume 2 TpyOBIX MyTalmui y NAaIMeHTa, TSDKECTh COCTOSIHHMSA MAalMeHTa, HpOTPecCHpOBaHHE
3a00JIeBaHMs, ONPE/IeNICH HEOIaronpUsTHBIN IPOTHO3 VIS )KU3HU MarueHTa. PekoMeHioBaHa maToreHeTnaecKas
(bepMeHTO3aMecTUTENbHAsL Tepamnus npenapatoMm Maiio3aiim, mpoBoauTh u3 pacuera 10mr\kr Ha 1 BBeneHue,
eXeHeIeIbHO, 1 pa3 B Hexemro. [IpoBeneHa 3a09Has KOHCYIBTALMSI CO CHEUAIIICTOM MHOJIOTOM MpodeccopoM
Anronn Ypruzbepus (©panuust) u npodeccopom DayapaoManbdatu (Mranms, kimHuka OGonesHu [omre) B
paMKax TPOBOJAMMOIO MacTep-Kjlacca MO MHOTOHMYECKHMM 3abosieBaHusM B T. Anmarel Ha Oase 2I'JIb ot
05.08.19 1. PekoMeHIOBaHO B JiedeHHM MpemaparoM Maio3aiiMm u3 pacuera 40Mr\Kr kKakasle 2 HemenH
MOKU3HCHHO, B\B KaleibHO, 103y KOPPUTHPOBATH MO MEpe yBEIMYCHHS MAcChl Tela MalieHTa. [IpogIomKuTh
noxusnennyro 3T npenapatom Maiiozaiim ( 40mr\kr = 6 ¢ mo 50mr 1 pa3 B 2 Hemenu B\B KarenbHO Ha
¢busznonoruueckoM pactsope. Pa3BoauTh mpenapar U BBOIUTH B\B KaleIbHO COTJIACHO WHCTPYKIIMH, BIOKCHHOI
B YMAakoOBKy mpemapara. lIpoBexeHa 3ao4Has KOHCYJIbTAlHs ¢ mpogeccopoM Kadeapsl HEpBHBIX Oone3HEH
KasHMY r. Anmarsl, k.M.H. MyxaberoBoii 'ynpHapoit Amep3aeBHoii ot 28.10.19 r., - mporHo3 mjist KHU3HA
HeOnaronpusITHBIN, IPOBEAEHA KOPPEKIIHS TCICHUS.

Koncnmmym or 20 11 19 r. Koncmnumym cobpaH B cBA3M C KpaliHE TSDKENBIM COCTOSHHEM peOEHKa,
OTCYTCTBHEM IOJIOKUTEIbHON auHamuku. C aHaMHe30M o3HakomiieHbl. O0bekTuBHBIN cratyc T - 37,8-39 1p.,
YCC - 112 ywmun., YO - UBJI, A -114\60 mm.pr.ct., carypypaums - 100% (3a cuer MBJI). CocrosiHue




pebénka KpaiiHe TsDKENOEe 3a CYET TEUEHHS OCHOBHOTO 3a00JIEBaHMS, CEpACYHO-JIETOYHON HENOCTATOYHOCTH,
nopaxenust [ITHC, cumntomoB nnTokcukanuu. Cosnanue - koma II- III. 3pauku cpeaHell BeIUIHUHBL, peakui Ha
CBET HET, KOPHEaJIbHbIC Pe(ICKCH HE BBI3BIBAIOTCS, QU(Qy3HAsT MBIIICYHAS TUIIOTOHHUS, ape(IEKCHs, CyI0pOT
He BBIABIIOTCSA. [leproiueckn Bo3pacTaeT TeMneparypa 10 ¢peopmisHbIx udp. Kopmurcs gepes 30H1, 006EM
ynepxkuBaer. Ko)kHble TNOKpOBBI YHCTBIe, ONiefHBIE, OTEKOB HE BBIABICHO. TOHBI CepAlla PUTMUYHEIE,
MIPUTIIYIIEHBI, IIyM TOT K€, TAXUKapJUN HET, TEMOJWHAMHKa HecTabwibHas. B MErkux xecTkoe ApIXaHue ¢ 2X
CTOpPOH, cyxue Xpunbl. JKUBOT Msrkuid, 0e300se3HeHHbIN. [Teuens +2,5 cMm u3-mojx kpast péoeproii ayru. Cryna
IPU OCMOTpE HeT, auype3 - Mouu 860 mur, B\B 390 mu, B 30Hg 700 M. JlaBopaTopHO-HHCTPYMEHTAIBHBIE
uccnenoBanus: OOmWMK aHamM3 KPOBM AHEMHs, TPOMOOIMTO3, JCHKOUMTAPHBIA CIBHI BIIPABO, MOHOIIMTO3).
OOumii aHanu3 Mo4M (HE3HAUUTENbHAs JICHKOLUTYpPHUS, MPOTEHHYPHUS, reMaTypus), bruoxumuueckuil aHanms
KpoBH (HoBblIeHHE TpancamuHas, CPb), Onpeznenennie ra3oB U 3JIEKTPOIUTOB KPOBH C 100aBOYHBIMH TECTAMHU
(nmoBbienne Hatpus), Koarymorpamma (AUTB ynnuben, anturpomMOuH M (uOpHHOreH mnoBbinieHsl), 9XO
kapauorpadus ot 21.10.2019. Pesymprar: BrlpaxkeHHas rumepTpoduss MHOKapAa OOOUX KETYITOUKOB.
[MonoctHele pazmeps! He yBenndeHbl. COKpaTUMOCTh MHOKapia yMEpeHHO CHIDKeHa. Y3 opraHoB OprourHoi
TIOJIOCTH ¥ MaJIOTO Ta3a: Y MepeHHas rernaToMeranusi.

Juarno3: lnnartannoHHas KapAMOMHONIATHs, BTOpHUYHAs, Ha (OHE BPOXKICHHBIX HapyIICHUH MeTa0oIn3Ma.
Bonesns [Tomme. OcTpoe noBpexieHue MoYeK B cTaauu HepocTatogHocTH. Koma II-111.

JleyeHre CHMITOMATHYECKOE, HHOTPOITHAS OICPIKKA JOMAMHHOM 5 MKT. \KT., a\0, 3aMeCTHTeIbHAs TepaIus
MaifozaiimoM 6 ¢i1. - 1 pa3 B Hezmemto B\B.IIporuo3 [ist )u3HH HEOIArOTPUATHBIH

3akirouenue. bBII, sBmusisice omHMM w3 OpQaHHBIX 3a00IE€BaHMN, OTINYACTCS TSHKECTBIO TEUYCHHSA H
MOJMMOP(PHU3MOM CHMIITOMOB, YTO CIIOCOOCTBYET POCTY HENpPaBHJIBHO JHArHOCUUPOBAHHBIXH 3aIlyIIEHHBIX
cinydaeB. BII Tpebyer mmpokoro anddepeHraIbHO-IuarHOCTHUECKOTONIONCKA, WCKII0Yas BPOXKICHHBIN
THIIOTUPEO3, JAPyriue HeWpOMBIIIEUHbIe 3a00JI€BaHNs, TIMKOTEHO3bl. Takue JeTH MOTYT IOIacTh B MOJIE 3pEHHS
pPa3HbIX CIHELUATNCTOB -HEBPOJOIOB, TeMaToJoroB, T'€HETHKOB, 4YTO TpedyeT OCBEJOMIIEHHOCTH B
OTHOUICHUHOONE3HEH  HapymieHHoro oOMeHa. braromaps  mmpokoMy  BHEAPEHHIO B IIPaKTHUKY
MEIMKOTCHETHYECKNX METOJIOB WCCIECOBaHMS, a TaKKe MPOMBIIUICHHOMY IPOU3BOJICTBY aHanoradepMeHTa
KAT crano BO3MOXHBIM YBEITHUCHHUE TIPOIOJDKUTEIBHOCTH M KadecTBa sxusuumereii ¢ BIT [9].

Takum obpazom, O6oee 96% OonbubIX BI1 He AMarHOCTHPOBaHBI M HAaXOIATCS B TPYIE BBICOKOTO pPHCKa
MOTEPU TPYLOCHOCOOHOCTH M NPEXIEBPEMEHHON cMepTH. KaduecTBo M ZOCTYMHOCTH 1a00paTOpHBIX TECTOB Ha
BIT HaxonsTCs Ha yAOBIETBOPUTEIEHOM YPOBHE.

Takum o00pa3oM, OSKCHEPTHl CUYMTAIOT HEOOXOAWMBIM PpEKOMEHIOBAaTh MeEpHI, HalpaBlIeHHbIE Ha
WHTeHCH(UKAIIIO quarHocTuky BIT.

1. Co3pmarb, YTBEpPIUTH, IPHUCBOUTH CTaTyCc (eaepajbHbIX M pacHpOCTPAaHUTh CPEIH HEBPOJIOTOB,
KapJuoJIOTOB, IEAUaTpOB, T€HETHKOB M CHEIHAINCTOB IO HEPBHO-MBIIICYHBIM OOJIE3HSIM KIMHHUYECKUE
PEKOMEHJALUU 110 0Ka3aHUI0 MEIUIIMHCKOM oMoy nanuentam ¢ bII. B naHHbIX pexoMeHanusx:

* chopmynupoBath kpurepun BkiroueHus bII B muddepenmansHblil Anartos;

* 0003HAYNTH SH3UMOJMATHOCTUKY 110 METOJy CYXOro ISTHAa KPOBH KakK 0a30BBIH CKPUHHMHTOBBIM TECT,
KOTOPBIA HEOOXOJMMO BBITIOJHUTH MAllMEHTaM, COOTBETCTBYIOLMM KPUTEPHSIM BKITIOUCHUS;

* 0003HaYUTh MECTO IPYIUX Ja0OPATOPHBIX, HHCTPYMEHTAIBHBIX U (PU3NKAIBHBIX METOJIOB 00CIIEI0OBAHUS B
YTOYHEHUM, IOATBEPKACHUU U MOHUTOpUHre bII;

* ONIPENETUTH KPUTEPUH MOATBEPXKICHNS AnarHo3a bIl, mpuBecTn pekoMeHAAIMH 1O Pa3pEIICHHIO CIIOKHBIX
U HEOJHO3HAUHBIX KIIMHUYECKUX CIIy4aeB.

2. Hamagute mpakTUKy IPOBEACHUS TeIEKOH(EPEHIIHI B IENIX YBEIHMUEHHS OCBEIOMIICHHOCTH Bpayei o BI1
U crioco0ax ee TMarHOCTUKH.

3. Co3pmate B MHTepHere caiit, mocesiueHHbld BIl, yBenmuuuB oObeM uHOpMaLuK O CHUMIITOMax H
quarHoctuke BIT.

4. BBectn BO BpaueOHYIO INPAaKTUKy CEJICKTUBHBIA CKPUHUHI Jereil B Bo3pacte no 1 roga Ha bBII.
CdopmynnpoBaTh KPUTEPUH BKIIOYCHUS JETEH B 3TOT CKPUHUHT, JOHECTH MX [0 COOTBETCTBYIOIINX JI€4EOHO-
NPOGHUIAKTUYECKUX  YUPEXKJIeHUH (OTHENeHWI MaToJOTMM pPaHHEro BO3pacra, HEBPOJOTHYECKHX H
KapIHOJIOTUYECKUX OTJEICHUI JETCKUX CTALHOHAPOB).

5. Jlna obecnieyeHus! JOTUCTUYECKONW M TEXHUYECKON MOJIEPKKH U YCKOPEHHS IOJIydeHHUs! pe3yiIbTaToB I10
BO3MOXKHOCTH NpUOEraTth K MOMOIIM COLMAIFHO OTBETCTBEHHOTo OM3HEca, OJaroTBOPUTENBHBIX (OHAOB H
MaIKUeHTCKUX opranu3aimii [8].
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