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H.B. Aymosal, B.I'. Apcenmnbes!, U.FO. borganos?, A.B. MBanos?

BPOXAEHHASA HATPUEBAA AVAPEA

1IOIrBBOY BO «Boenno-mepurunackas akapemust um. C.M. Kuposa» Munucrepctsa 060poss: PO,
2I'BY3 «AeTckasi TopopcKasi GoabHUna Ne 1», Caukr-TetepOypr, PO

Bpo:xnennasa HarpueBas quapes (BH/I) — peakoe ayrocoMmHO-peneccuBHOe 3a00eBaHue, MIPOSIBJIS-
IolIeecs CeKPeToOPHO Juapeeil, TMIIoHATPUEeMuUe, MeTa00JINUYeCKUM alluao30M. B HacTosiee BpeMst
B Mupe omnmncaHo HeMHOruM Oosiee 40 manuenToB. Ha mpuMepe KIMHUYECKOrO CIydyass 0000IIeHBI
COBpPeMeHHbIE JIaHHbIe 00 ITUOJIOTUM, JIOKAJIU3ANUM TeHOB, MATOreHe3e, KIMHUYECKON KapTHHE U

CHMIITOMAaTUYECKOI Tepanmuu JaHHOTo 3a0oseBanus. IlpuBeneno onucanue co6CTBEHHOTO HA0IIOE-
HUA pe0eHKa ¢ KIWHUYECKHU JOKa3aHHBIM quarao3om BH]I.

Knroueevie cnosa: epoxdennas Hampuesas ouapes, epoxodennas xaopudnasa duapes, memaodoauiec-
Kuil ayudos, 2unoHampuemus.

Hum.: H.B. [Tymosa, B.I'. Apcenmuves, H.JO. Bozdanos, [].B. Heanos. BpoxcOennas Hampuesgas duapes.
ITeduampusa. 2017; 96 (6): 173-176.
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3 IMPAKTUKU

CONGENITAL SODIUM DIARRHEA

IS.M. Kirov Military Medical Academy; 2City Children's Hospital Ne 1, St. Petersburg, Russia

Congenital sodium diarrhea (CSD) is a rare autosomal-recessive disease manifested by secretory
diarrhea, hyponatremia, metabolic acidosis. Now just a little more than 40 patients are described
in the world. The article summarizes modern data on the etiology, gene localization, pathogenesis,
clinical picture and symptomatic therapy of this disease on the clinical case example. It provides
description of the original observation of a child with clinically proved CSD diagnosis.

Keywords: congenital sodium diarrhea,congenital chloride diarrhea, metabolic acidosis, hyponatremia.
Quote: N.B. Dumova, V.G. Arsentiev, 1.Y. Bogdanov, D.V. Ivanov. Congenital sodium diarrhea.
Pediatria. 2017; 96 (6): 173—176.

Bposxknennaa marpueBaa guapea (BHI) (P78.3 mo
MKB 10) — penkoe ayToCOMHO-peliecCUBHOE 3a00IeBaHNe,
CBSABAHHOE C HAPYIIEeHNEeM TPAHCIIOPTHOrO 0esika, obecre-
YMBAOIIEro OOMeH MOHA HATPUSA HA MOH BOJOPOA B SHTE-
pouute [1]. 3aboseBaHmMe BIepBhIe omucano B 1985 r.,
BCEro B MWHpe 3apeructpupoBaHo 6Oosiee 40 maruen-
ToB. BH]I o6ycioBieHa (PYHKIMOHAJLHBIM Ae(eKTOM
HATPUM-IPOTOHHOTO «HACOCAa», KOTOPBIA JIOKAJIMU3YeT-
csl Ha anWKaJbHON MeMOpaHe SIUTEeINabHBIX KJIETOK
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KUIIEYHNKA, U CBf3aHA C HAPYIIEHWEM CHUHTe3a TPaHC-
MOPTHBIX OEJIKOB, 00EeCIIeYNBAIOIINX O0OMEH MOHA HATPUSI
Ha WMOH BOJOPOJA B dHTepouuTe. B Hacrosimee Bpems
MOKA3aHHBIMYU MPUYMHAMU DA3BUTHUS SBJIAIOTCA MyTa-
uuu B remax SPINT2 (uHrubuTopa CepuHOBOMN MEeNTuaa-
3p1, Tunn Kynuna (Kunitz); msokanusanua 19q13.2; Kox
OMIM 270420, GONBIIMHCTBO OIMUCAHHBLIX CJIYYa€B) U
SLCY9A3 (nepenocunka Na+/H+cemeiicTBa 9; tokaausa-
nuda 5pl15.33; kox OMIM 616868) [2—4]. He o6Hapy:xeHO
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MyTalnuili B OOJIBIINHCTBE M'€HOB, KOAUPYIOINX HATPU-
mpoToHHBIe «Hacockl» (SLCY9AI, SLCY9A2, SLC9A4,
SLC9A5, SLC9A6, SLC10A1 u np.).

VcuneHHasa ceKperusa HaTPUs ¢ KajaoM (110 MexXaHm!3-
MY CEKPETOPHOI [uapen) COIPOBOKAAETCA IOTEePeil BOIBI
¥ TOCTOAHHBIM 3alllejlaunMBaHmeM KaJja. HapylieHue
Na+/H+ o6meHa cmocoGCTBYeT 3alep:KKe B OpraHU3Me
BOJIOPOAHBIX MOHOB U PA3BUTHUIO META0OJMUECKOTO aIu-
moza. CuMmmromMaTuka 3a00JI€eBaHUS CXOAHA C BPOYKIEH-
HOU xJyopupHoii nuapeeit (BX]), KIMHUYECKUI caydait
KoTopoii onucan Hamu 6osiee 20 jset Hasax [5]. Toraa ke
OB1JI0 00paIlleHO BHUMAaHNE Ha CXOACTBO IIaToreHesa, 01o-
XUMUUYECKOT0 Ipodhuiid U KIUHNUYeCKol KapTuHbl BX]l u
curapoma Baprrepa, UTO BIOCIENCTBUU MOJYUUTIO TIOJ-
TBep:kIeHUe [6—8]. OueBuguo, mpu BX]] pasBuBaerca
BTOPUYHBIN TUNEPATbIOCTEPOHU3M C IIETJIEBOH TYOyJIO-
natueii. [IepBoe mecTo mo yuciy ciayuaeB BX]] sanumaer
Dunnsauausa, sropoe — KyseiiTr u CaymoBckasa ApaBus.
B uacrHOCTU, HabmIOAeHNE cayuasg BX]I, ocaoKHUBIIIEH-
cdA TyOyJIonaTueil ¢ OCTPOH MOYEeUHOM HEeJOCTATOUYHOCTHIO
U TyOyJIAPHBIN HEKPO30M, ObLI0 omucanHo B CaymoBCKOIL
Apasuu B 2004 1. [9].

ITomo6HO xnopunHOii, npu BH]I B mocienuem Tpume-
cTpe 0EPEeMEHHOCTH MOKET OBITH MHOTOBOJANE, PeGEHOK
POKIaeTcA C 3aJeP:KKOM BHYTPUYTPOOHOTO DPa3BUTUA.
C poskaenus HabaonaeTcsa IpodysHasa quapes ¢ BbIIese-
HUEM OYeHb KUAKUX BONAHUCTBIX (heKaauii, nMelolias
yIopHOe TeueHUe 0e3 KaKoro-inbo spderTa oT guetTnye-
CKOI1 KOppeKIuu. B pafe cayuaeB HAGIIOZAIOTCA JU3MOD-
¢uu nuna, arpesusa xoaH. PazBuBaioTCca TAMKeJasd TUIIO-
HaTpueMus, MeTaboJuUecKuii anumos. B maabHeiilieMm
GopMuUpYIOTCA pasIUUYHbIE YPOBHU HAPYIIEHUS WHTEJ-
JIEKTYaJIbHOTO U (U3UUIECKOTO PABBUTHUA.

JduarsocTuyecKoe 3HAUEHWE MMEIOT YIOPHBINA IIPO-
(Gy3HBINI IOHOC C POKIEHUSA, IOBBINIEHWE 3KCKPEIUUN
HATpPUA C KajoM, TUINOHATPUEMUS U MeTab0JIMUecKU
anupos. 3aboseBanue ciaeayer auddepeHIINPOBATL C
COJIBbTePAOIEeH HOPMOIT aIPEeHOTeHUTATILHOTO CUHIPOMA,
BX]I, manpabcopbiueil MOHOCAXapUIOB, AMCAXapUAa3-
HOUM HEJOCTATOYHOCTHIO. JHAOCKOMUYECKUX U TUCTOJIO-
TUYEeCKUX M3MEHEHUU CO CTOPOHBI CJIMBUCTON O000JIOUKK
KHUIIeUHUKa OOBIYHO He HalOmomaercd. B muddepeHu-
aJbHOI AMATHOCTHUKE peIlaiolnee 3HAUeHUEe MMEeT OIIpe-
JeJleHre KUCJIOTHO-OCHOBHOTO COCTOSAHUSA, JIEKTPOJIUTOB
B KaJsie. Iy XJIOPUOHOUM nuapen XapaKTepPHO HAJIUUUE
ankanosa u Cl->Na+ + K+, mia HaTpueBoil guapem —
anuao3 W mpeobsagaHMe SKCKDPEeIMU HATPUA C KaJioM
(Na+>Cl- + K+) [1, 2].

Tsaxenaa npodysHasa fuaped U JeTUApaTanusa Tpedy-
10T IepeBo/ja pebeHKa Ha IapeHTepaIbHOe TUTaHNUE, TIOCJIe
KOTOPOTO COCTOSHWE peGeHKa HECKOJIBKO YJIydIllaeTcsd,
XOTdA TepcUucTupymomaa auapesa ocraercd. C 1eabio BOC-
TIOJIHEHUA TIOTEePh HATPUA HA3HAUAIOT IIUTPAT HATPUA U
TJIFOK030-Cc0JieBble pacTBOPEI (Peruapon, Opaaut), Tak Kak
BcachblBaHUe HATPUA IPU HA3HAUEHUU UX IPOUCXOIUT II0
IPYroMy, TJIIOKO30-HATPUEBOMY KaHAJIY SHTEPOIUTA.

IIporuos HeOJArONPUATHBIN, IIEePCUCTUPYIOIIAT
CeKpeTopHasd nuapes COXPaHAETCA, XOTA IOCJe AJIUTENhb-
HOTO IIeprofia MIapeHTePATIbHOTO TUTAHUA Yalle He UMeeT
JKM3HEYTPOIKAIONIET0 xXapakTepa. IIpmBoaimM omucanue
KJIMHUYECKOTO HAOJMIOfEHUs pebeHKa C IPOABIEHUAMU
BHII.

HeBouka K. mocrymmia B megquaTpuyecKoe OTHAese-
HUe B Bo3pacTe 6 mHeil ¢ :KajmobaMu Ha YacThie U OOUJIb-
HbIe CPBITMBAaHNs, YOBLIb B Macce TeJa.

AHamHe3 6GOne3HW: HA TPYAHOM BCKApPMJIUBAHWU.
C DOXIeHUA CPBITMBAET IIOCJEe KaKIOTO0 KOPMJIEHUA,
HeoOmwbHO. ['ocnmTaaIn3upoBaHa B CBA3U C HapacTaHUEM
CPBITMBAHUIA.

Anamne3d smcusnu: pedernox or III Gepemennoctu,
mpoTrekasieit 6es ocobernnocreii. Pogsr 11, cpounbie, ecre-
CTBEHHBIM myTeM, 06e3 marosjoruu. Crapiiuii peGeHOK
3mopoB. Macca tena nmpu poxgenuu 4000 r, nauna 54 cMm,
oleHKa mo mkKaJje Anrap 8/8 6aioB. 3akpuuasa cpasy,
K TI'DyaM HPUJIOYKEeHA B IepBble CYTKU. JKeaTyurHocTsb
KOJKHU € 3-TO AHSA JKU3HU, OUIUPYOUH B POAJOME He OIIpe-
nensau. He npuBura. OXOKI' mHa 4-e cyTKHM — Auarso-
CTHUPOBAH BPOYKAEHHBIN MOPOK CEPAIIA: OTKPHITOE OBAJIb-
HOe OKHO 2 MM, TPUKYycIugaJdbHas perypruramnus, HKO.
CraHJapTHBI HEOHATAJIBHBIA CKPUHWHT HACJEICTBEH-
HBIX 3a00JIeBaHUI — OTPUIIATENbHBIN. Brinmucana Ha 5-ii
IIeHb JKU3HU ¢ Maccoi Tesa 3770 r.

IIpu mocTyIjieHWM COCTOSHUE CPeJHEeN TAKECTH.
IIpaBUJILHOTO TEJIOC/IOMKEHUS, MMOHWIKEHHOTO MUTAHUS.
CosHaHme ACHOe, akTUBHaA. Ha ocMoTp pearupyer ajek-
BaTHO. PedieKChI HOBOPOYKIEHHBIX BBISBIBAIOTCS, CHM-
MerpuuHble. MBIIIEUHBI TOHYC (DUBUOJOTUYECKUN.
Kpuk rpomMiunii, sMoIiuoHaabHBIM. OUaroBoit 1 MEHUHTe-
QJILHOM CUMIITOMATUKY HeT. BOJIbITOi POAHUYOK HOPMO-
ToHUYEH, 2,5x2,5 cm. Koxka ymepeHHO UKTepuuyHasd, 6e3
ceinu. CiusucTbie 000JI0YKY YNCThHIE, Bia)KHbIe. HocoBoe
neixanme csoboguoe. Ilepudepuyeckue sumbarniecKue
y3JIbl HE YBEJIUUYEHBLI. B JIETKUX [ABIXaHWE IIYy9PUJIbHOE,
IIPOBOAWTCA BO BCe OTAENbI, XpumnoB HeT. Y]l 46 B MuH.
TonsI cepama AcHble, 3Byunble, YCC 150 B mun. sKusor
MATKUMN, AOCTYIEH IJIy0OKO! mNajblanuu, He B3AYT.
Ileuenn, cene3eHKa He yBeawdyeHbl. Hapy KHbIE ITOJIOBBIE
oprausl chOPMUPOBAHBI 0 KEHCKOMY Tuiy. Mouurcs
cBoOoAHO. CTYJI JKeIThIi, pas:KUKeHHbIi, 0e3 MaTOJIOTH-
yecKux npumeceii. Ilynounaa panka cyxas, uucras.

C MOMeHTa MOCTYIJIEHUSI § MaTepPU JUATHOCTUPOBA-
Ha TUINOTAJIAKTUS, B CBA3U C YeM HAYaT JOKOPM CMECHIO
«IIpeHAH». Ha (one BBeeHUA MOJIOYHOM CMeCHU — pe3-
KO€ YXYAIIeHVe COCTOSHWS, MOSBJICHNE BBICHIIAHUM HA
Kosxe. C 10-x CcyTOK KM3HU — HapacTaiollas B JUHAMU-
Ke BSJIOCTb, OTKa3 OT eIbl, IOTePA MacChl Teja, KUZ-
KUil, BOOAHUCTHIN CTYJ (BUBYaJbHO IMOXOXKUM Ha MOUY).
B 6moxumMuuecKoM aHaAJIM3e KPOBU — IOSBJIEHUE a30TeMU N
(ypoBenb moueBuHbI — 10,35 mmous /). CocTosaHME OBLIO
paclieHeHO KaK IIPOSABJIEHUS HEIEePEeHOCUMOCTH OeJIKOB
KOpPOBBETO MOJIOKA C BTOPUYHON JIAKTAa3HON HEJZOCTATOY-
HOCTHIO. ¥ CTAHOBJIEH HA30TACTPAJbHBIN 30HJ, AEBOUKA
repeBe/ieHa HA 9HTEPAJIbHOE MUTAHNEe B MUKPOCTPYHHOM
pekuMe 6e3JaKTO3HBIM THUAPOJU3ATOM CBIBOPOTOYHOIO
b6enka («Anbdape»), HauaTo HNpoBeAeHUE WH(PY3UOHHOMN
rTepanuu. B nuHaMUKe CPBITMBAHUSA MPEKPATUIINCH, HO B
Macce He Ipu0aBJIsiia, COXPAHAICA KUTKUN BOAAHUCTBINA
CTYJI B 3HAUUTEJIbHOM 00beMe. JIabopaTopHO — HOPMAJIH-
3anua IMOKasaTejiell a30THCTOTO OO0MeHa, COXPaHAJIACh
TUNepPOUINPYOMHEMUA 32 CUET IPAMOI (paKIuu, B aHa-
ause moum — mporemnypudA (0,68 r/mn), gedrkonuTypusa
(15—-20 B moJe 3penus). C 3-it HeeIu KU3HU — HaJbHEMH-
mree yXyZAIlleHUe COCTOSHUSA, TOABJIECHNE BAJIOCTHU, IOTEPA
Macchl Tejia, OOMJIbHBINA JKUAKUHA 3€JeHBIN CTYJ, JIUXO-



panka mo 38 9C, mosTopHasa psora. Ilo maHHBIM Jabopa-
TOPHOTO OO0CJIeJOBAaHUSA: AEKOMIIEHCUPOBAHHBIN MeTabo-
JUYECKUI anumos (C 9TOro BpeMeHU ITOCTOAHHO), TUIIep-
riukemudd (7,7 MMOJIb/JT), TUIEPOUTUPYOUHEMUSA 34 CUET
npamoit dpaknunu (80—72 MKMOJIB/JI), TUTOKAJINEMU,
runepKaablueMus, runoHarpuemusd (1o 118 mmonab/mn),
noBbIlieHre KpeatuHuHa 10 0,1 MKMOJBL/J, B KJIUHU-
YeCKOM aHajJau3e KPOBU JIEHKOIIMTO3, HelTpoduies, B
aHa/JIM3aX MOYM TPAH3UTOPHO IIPOTEUMHYPUS, TIIOKO3Y-
pusd, 4To OBIJIO pacileHeHO KaK BTOPUYHASA TyOyJI0ImaTHsd.
ITo mamabiMm Y3U — mOYKM, MOUEBOI IIy3bIpb 0€3 maTo-
JIOTUU, TemaToMerajus, mMeTeopusM. IIpoBemeHO BUPY-
Cc0o-0aKTEepPUOJIOTUYECKOEe MCCIefOoBaHre KaJja, TaHHBIX
3a MH(QEKIMOHHBIA IeHe3 MMEIOIeNCs CHMIITOMATUKN
He moJjydeHo. HasHaueHa aHTHOAKTepUaIbHAA Tepalus
(medTprakcoH), MpoAoJKeHa WMH(PY3WOHHAS Tepamusd,
KOppeKIua anumosa (TUApoKapOOHAT HATPUS), BOIHO-
SJIEKTPOJIUTHBIX HAPYIIEHUN 0e3 3HAUMMOIO KJNHNAYE-
ckoro sdexra. IlepeBemena Ha sHTepaJbHOE MMHUTAHUE
3JIEMEHTHO cMechIo («Anbdape-aMuHO» ).

B panbHelIeM COXPaHAINCH CTOMKUE JIeKTPOJIUT-
Hble HapPYIIeHWs, He 3aBUCAIIME OT XapakTepa IIHTa-
HUA, B T.4. TUIIOHATpUEeMUs (Haske Ha (POHE MOCTOSTHHOMR
nmapeHTepaJbHO KOPPEKIIMM COJIEeBBIMH PaCTBOPAMU),
BBIPDAYKEHHBIN MeTabOJUUYeCKU amuaos3, TPeOyoIui
eKeIHEeBHOM KOPPEKIUW TUAPOKapOOHATOM HATPUII,
OTMeUaaNCh OOJILINNE IIOTEPHU BOABI M HATPUS C BOASHU-
CTBIM cTyJioM. Hapociu BocmaauTeNbHbIE M3MEHEHUS
B remorpamme (Jetikormutos Bbime 28+109/71), mOBLI-
CcHJICS Pe3yJabTaT MPOKaJbIIMTOHNHOBOIO TECTa, AUATHO-
cTUpPOBaH cermcuc. Hapocau OGMOXUMUUYECKNE U3MEeHEeHU
(IpoTenHypPUsl, TUIIOMPOTENHEMU, TUIIOAILOYMUHEMHU,
IUCIUINAEMUS — IOBLIMICHNE TPUTJIUIEPULOB, XOJe-
crepuHa, cumkenue JIIIBII), moaBuimch OTeKHu, acIluT.
OrMeuasach aHeMUs CO CHUIKEHUEM I'eMOrJo0uHa 10
70 v/71, B CBA3U ¢ UeM IIPOBeeHA TPAHCHY3UA SPUTPOITUT-
HO B3BecH. [[Jid MCKII0UEeHNA HeHPOuHGMEKIINY cleIaHa-
goMObanbHAA TYHKIIUA — JUKBOP 0e3 BOCHAJUTENbHBIX
usMeHeHn#. 110 KM3HEHHBIM ITOKA3aHUAM Ha3HAUEHBI
MUIPOQIOKCcAIlMH, MepPoHeM, BAaHKOMUIIUH dUepes poT,
K HHQY3MOHHON Tepamuu g00ABJIEHBI AMUHOKMUCJIOTHI
— C BPEMEHHON IIOJIO}KUTEJbHOU NWHAMHKON BOCHAJIU-
TeJIbHBIX M3MEHEHUI. BBIABICHO yMepeHHOe CHIKEHIE
asnactasbl-1 B Kase 1o 150 MKr/r (mpu HOpMe Gosee 200
MKI'/T), YTO PaciieHeHO KaK BTOPUYHAA MaHKpeaTnyecKas
HEJOCTATOYHOCTD.

IeBouKa MOBTOPHO OCMOTpPEHA HEBPOJOTOM: BbIpa-
JKeHHAs MBIIIeYHAsA TUIOTOHHUS, ICUXOMOTOPHOE Pas3BU-
THEe C TeMIIOBOI 3aJepsKKOH, HEeBPOJOTUUYECKUI CTaTyC
6e3 ocobeHHOCTel, HelipocoHOTPadua — 6e3 OpraHUYECKOH
naroJsioruu. J{Jisg yrOUHeHNs MeXaHu3Ma Juapen MalueHT-
Ka Ha CYyTKU ObLia IlepeBejieHa Ha II0JHOe ITapeHTepaJbHOe
nuTaHne (3HTePasbHO IIOJIYYAIa TOJBKO BOAY), UTO He IIPU-
BeJI0O K MIPEKpallleHuio Juaperd U IT03BOJIUJIO BepUPUIH-
POBaTh CEKPETOPHBIN MexaHu3M. 110 COBOKYITHOCTH KJIH-
HUKO-aHAMHECTUUYECKNX U JIA0OPATOPHBLIX JAHHBLIX OBLIO
BBICKA3aHO IPEAIIONIoKeHne o Hamuunu y peberxka BH]I,
YTO MOATBEPIKAEHO Pe3yJbTaTaMU OIpeaesieHUs YPOBHSA
aJieKTpoauToB B KaJsie: Na+ — 128 mmoan/a, K+ — 11,9
MMmoJib /a1, Cl— — 61 mmous/a; Na> K+ + Cl—.

3a mepuoj HaxXOKAeHuA pebeHKa Ha oTAeJeHUU (B
TeueHue 5,5 MecsIeB) MCKJIOUEHBI: MePBUYHBINA IOYeU-

HBIH TYOYJISAHBIH arugo3 (BTOPUYHBIN — He HUCKJIOYEH);
BPOJKIEHHBIE IIOPOKM JKEJIYJIOUHO-KUIIEUHOTO TPaKTa
(mo pesyabpTaTaM pPEHTTeHOKOHTPACTHOTO MCCJIeLOBa-
HudA, (pubpossodaroracrporyonernockonuu — DPITC);
IIepBUYHbIE aHOMAJUU YHTEPOIUTOB (II0 TAHHBIM 3JIEK-
TPOHHOM MUKPOCKOINU OMOIITATOB CIMBUCTON 00OJIOUKK
TOHKOM KWINKW); BHYTPUYTPOOHbIe WHGpEKIUU, B T.d.
repueTuuecKkoil rpynmnsl (mo pesyiabratam IIITP, UDA);
KuIieunble nHGeKIunu (1o pesyjabTaraM 0aKTepUOJIOTH-
YEeCKOT'0 U BUPYCOJIOTUYECKOTO UCCIeIOBaHNA Kajia, B T.U.
meromoMm IIIIP); amnepruueckas sHTepomaTus (B CBA3U
¢ orcyrcTBueM 3bhdeKTa dIMMUHAIUOHHBIX MEPOIPU-
ATUI); ayTOMMMyHHaA dSHTeponatusa; BUY-unbernusd;
nucaxapujgasHasg HeIOCTAaTOYHOCTh; Majababcopoiiusa
MOHOCaXapoOB; BPOXKAEHHBIN NedUIIUT JIN30COMHOIN KUC-
JI0#1 numnassl (10 pe3yJibTaTaM ONpeAesieHUA aKTUBHOCTH
KHCJION JIMNAa3bl B CYXUX HATHAX KPOBU); BPOXKIEHHBIE
IedeKTHI TVINKO3MJINPOBAHUA; XPOMOCOMHBIE abeppaliuu;
MYKOBUCIIUI03; BPOKAEHHBIE SHAOKPUHOMIATIN; HACTE]-
CTBeHHBIE (pepMeHTOHATUY (AMUHOAIIMJOIATIN, OPTaHU-
YecKue aluieMuu, AedeKThl J-OKUCIeHUA JKUPHBIX KIUC-
JIOT) — IO pe3yJIibTaTaM TaHAEeMHOII MacC-CIIeKTPOMETPUN
(mpoBefeHA [ABYXKPATHO); IePBUUHASA J9KCCYJAaTHUBHAA
9HTepomnaTud (cjaesoBas 9KCKpenusd aTb0yMUHa ¢ KaJIoM,
pPe3yJIbTAThI TUCTOJOTUUECKOTO UCCIeL0OBAHNA OO TATOB
TOHKOU KUINKY, B3ATHIX npu PITIC).

3a BpemMsaA HAOJIONEHUS OCHOBHBIMU CHHIPOMaMU
SABJIAJNCH CEKPeTOPHAA Auaped (BOLAHUCTHIHN, 6e3 KaJo-
BOTO cozepsxumoro ¢ty g0 20 pas B cyTKu), meTabosmue-
CKUe (ZeKOMIIeHCUPOBAHHBIN aInuo3, TUIOTJINKEMUA) U
3JIEKTPOJIUTHEIE (TUIIOKAJINEMUS, TUIIOHATPUEMUA) HAPY-
LIeHus, HUBKUE BECOBBIE NMPUOABKU, cuHAPOM nuddys-
HOW MBIIIIEYHO TUIIOTOHUM.

IIpoBoguimch MOOBITKM HOAOOPA BSHTEPAJILHOTO
nurtaHud, ¢ 1 MecdAlla moJsiyyasia IapeHTepaJbHOEe IHUTa-
HUE C IOCTOSHHOW KOPPEKIMEH BOJHO-3JIEKTPOJIUTHBIX
HapylUIeHU! U KHUCJIOTHO-OCHOBHOTO cocTogHuA. Ha done
IIPOBOAVMOTO JI€UeHUA YAAJOCh AOCTUTHYTH HEKOTODPOH
BPEMEHHOU cTabuams3anuu coCcToAHusA. PeGeHOK Heox-
HOKPAaTHO OBLI KOHCYJBTHDPOBAH TaCTPOIHTEPOJOTaAMU,
TeHEeTMKaMU, HEeBPOJIOTAMM, COCTOSHIE DPACIeHUBAJIOCh
Kak Teuenue BH]I, oqHaKo mMeau MeCTO BOJHOOGpAas3-
HOCTBb T€UEHU s, TIOBTOPHBIE STIU30/IbI TUIIOTJINKEMUN, UTO
He COBCEM YKJIaJbIBAJIOCh B BBHIIIEYKA3aHHBIN AMATHO3.
OZHOKPATHO UMEJ MECTO AIIM30[ dKCCYAATUBHOMN SHTEPO-
aTUM, COIPOBOKIABIIUICA TMIOIPOTEMHEMUEH, oTed-
HBIM cuHApOoMOM. ['eHeTHUEeCKOE 00CIefOBAHYE B COOTBET-
CTBUU C 00CY K IaeMbIM AUATHO30M IIPOBECTH HE YIaJIOCh B
CBS3U C OTCYTCTBUEM COOTBETCTBYIOIIUX TECTOB.

21.05.17 — peskoe yxyAllleHUE COCTOAHUA, Opamu-
KapAua ¢ IePeXOJOM B aCHUCTOJIUI0, IPOBOJUJINCH pea-
HUMAIMOHHBIE MEPOIPUATHUA C IMOJIOKUTEIbHBIM 3 heK-
TOM, CepAedYHasa NeATeJTbHOCTh BOCCTAHOBUJIACH Uepes 2
MuH. JIabopaToOpHO: IEeKOMIIEHCHPOBAHHBIN MeTaboau-
YyeCcKUU anujos, runepriukemusa. l[Iposogummcy WBJI,
cemanusa TuomneHrasom Harpud. 22.05.17 — BHOBB Opa-
IUKapAUs C IePEeX0JOM B aCUCTOJINIO, PeaHNMAI[MOHHBIE
MEPOIPUATUA B TeueHUe 2 MUH ¢ 3(PHEeKTOM, OTMeUaach
HecTa0MJIbHAA TeMOAWHAMUKA, IOJydYaja WHOTPOIIHYIO
MOEPIKKY, IIPOBOAMUIACH rutoTepMus annaparom «Cool
body» B rTeuenue 48 u. JlaGopaToOpHO: B remMorpamme —
JIEAKOIINTO3, HEUTPO(MIE3 CO CABUTOM IO IOHBIX (DOPM,
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noseimenue ypopusa CPB, mpokajJbIUTOHNHA, HEYCTOM-
yMBasA IMINKEMUS, TOKa3aTeJIn a30TeMUu CTa0uIbHBIE, B
INHAMUKE He HapacTaloT, I'MIIONPOTEeNHEeMHUs, CYOKOM-
IMeHCUPOBAHHBIN CMEIIAaHHBLIA anmumos. IIo pesyabTaTam
cyTounoro mouunTopuposauusa OKI' — HapyIeHuii purma
He BbIaBjeHO. ITo fanuaeiM ¥Y3U — remaromerasinsi, acIiur.

C 28.05.17 ycunena aHTubGaKTepuajabHas Tepa-
nus (JeBodJIOKCAIlUH, CYJbIIepa30H), MMPOBEIEH KypC
ITenrarmobouna. K 24.06.17 — crabuausainusa COCTOIHNIA,
HOPMOTJINKEMUsI, TeMOAWHAMMKA CTa0MJIbLHAA, OUYpes
coXpaHeH. JHTepaJbHOE 30H0BOE MMUTAHNE BO30OHOBJIE-
HO 25.05.17.

Ina nansHENIero JeueHnus 1 00CIefOBaHUA 10 UHU-
IUaTHBEe POAUTENEeN NeBouKa OblIa MepeBeJeHa B I'OCIIN-
Tans Huca (Banencusi, Mcnauus), rae ObLIM OTMeHe-
HBI IapeHTepaabHas MOALEP:KKAa M aHTHOaKTepuaJIbHAS
Tepanus. Ha 8-e cyTKM mpeObIBaHUSA B TOCIIUTAJIE KOH-
CTATUPOBAH JIETAJIbHBIN NCXOJ (B CBA3Y C BHIPAXKEHHBIMU
HEKOPPUTUPYEMBLIMHU 3JIEKTPOJUTHBIMYU HAPYIIEHUAMU 1
Pa3BUBIIUMCS CEIICUICOM).

Ocno6noll duazno3: BPOMKAEHHAs HaTpueBas maua-
pesi, BpOKAeHHOe HapyIlleHre oOMeHa BeIlecTB.

OcnoscHenus: COCTOSTHIE T0CIe KINHUUECKOI cMep-
T or 21.05.2017. BakTepuaJbHBIN CEIICUC HEYTOUHEH-
HOI aTHOJOruU. BeIKOoBO-dHEpreTHuecKas HeJLOCTaTOU-
HOCTB TSAKEJIOU CTEIIeHU.

Conymcmeyrowull duazno3: aTONUYECKUH gepMma-
THUT, pacupocTpaHeHHas ¢opma (ceHCHOUInU3anusa K 0eJ-
KaM KOPOBBETO MOJIOKA).

3aKjaouyeHue

Xora «penkme 3a00JIeBaHUA» BCTPEYAIOTCA PENKO,
BEPOATHOCTH CTOJKHYTHCA C HUMU B KJINHUYECKOH IIPaK-
THKe He NCKJIOYeHa, YTO TpebyeT IPOBeeHUs Pa3HOCTO-
POHHETO JUAarHOCTHYECKOI'0 IIOMCKA C IPUBJIEUeHNEM CIIe-
nuanancToB pasHoro npoduias. CBoeBpeMeHHasA (PaHHA)
JUATHOCTHKA PAJA HACJIeJACTBEHHBIX 3a00JI€BAHUHU C IIOX-
60pOM afeKBATHOTO MUTAHUA (IPU HAJIUYUU JIeUeOHBIX
cMecell) U MapeHTePAJIbHON IOANEPIKKU JaeT INaHC JJId
BBIKMBAHUA ¥ HOPMAJbHOTO Pa3BUTUA PeOEHKA.

Kongaukxm unmepecoé: aémops. cmambvu nodmaeep-
Juau omcymcemeue PUHAHCOB0iL NoddepHcKU Ucciedosa-
HUs, 0 KOMOpPoil Heo6x00uUM0o CO0OWUMD.
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