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AHHOMAayun

B mocseiHve TO/IBI Bee GOJIbIIE MCCIe/IOBAHII HAIPABJIEHO HA N3yUeHre reHeTHYecKuX mooMok B JIHK strozieil, COmpoBOK/IAI0IIUXCS] MYJIBTH-
CHCTEMHOCTBIO TIOPYKEHUS U CHEIU(UUHOCTHIO KJIMHUYECKON KAPTUHBI Y WIEHOB O/IHOH CEMbH, UTO II03BOJISET PACCMATPUBATh CHMITOMOKOM-
IJIEKC, aCCOIMUPOBAHHBIN ¢ MyTanusimu B rene HNF1B, kak HNF1B-acconuupoBanHoe 3ab6osieBanue. Myraluu reHa sijiepHoro (akropa rema-
ToruToB 13 (HNF-1) BkIro4aroT B ce6s MOJIMKUCTO3 [TOYEK, CAXapHBIN ArabeT, aHOMAJINH T0JIOBOM CUCTEMBI, a TAKIKe HAPYIIIEHNS B PA3BUTHH
HEPBHOM, MUII€BAPUTEIHHON U SHJOKPUHHOU crucTeMbl. OCOOEHHOCTD JIAHHBIX HAPYIIEHUH XapaKTePU3yeTcsl OTCYTCTBUEM CEMEMHOT0 aHaMHe3a
¥ TTATOTHOMOHUYHBIX CHMIITOMOB, KOTOPBIE YKa3bIBaJIU ObI HA MyTaIuIo. B craThe onrcan KIMHUYECKUH caydai nanuenTa K. 4 Mec ¢ juarnozom
«BPOK/IEHHAs] KMCTO3HAsl IUCIUIA3HUS MOYEeK» C COMYTCTBYIONUM IOPaKeHNeM 3KeJTyZI0YHO-KUIIIEYHOTO TPAKTa U SH/IOKPUHHOM cucTeMbl. J{Jist
I0/ITBEPIK/IEHNU S TEHETHYECKOT0 3a00JIeBaHUA MTAIMEHTY OBLIIO IPOBe/ieHo cekBeHnpoBanue /IHK, mokasasiiee 3aMeHy HyKJIEOTHHOU TIOCIIEZ0-
BaresbHOCTU B reHe HNF1B.
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Abstract

In recent years, an increasing amount of research has focused on genetic breaks in human DNA accompanied by multisystemic lesions. Such is
hepatocyte nuclear factor 1 (HNF1B) mutations, including polycystic kidney disease, diabetes mellitus, abnormalities of the sexual system, as
well as disorders in the development of the nervous, digestive and endocrine systems. The peculiarity of these disorders is considered to be the
absence of family history and pathognomonic symptoms that would indicate the mutation. The article describes the clinical case of patient K.,
4 months old, diagnosed with congenital cystic renal dysplasia with associated gastrointestinal and endocrine lesions. To confirm the genetic dis-
ease, the patient underwent DNA sequencing, which showed a nucleotide sequence substitution in the HNF1B gene.

Keywords: multisystemic, HNF1B gene, polycystic kidney disease, diabetes mellitus.

For citation: Popova L.Yu., Alemanova G.D., Albakasova A.A., Shishkina A.I., Allahverdiev L.M. Clinical observation of multisystem organ dam-
age caused by HNF1B mutation. Clinical review for general practice. 2024; 5 (11): 149—153 (In Russ.). DOI: 10.47407/kr2024.5.11.00529

BBegeHmne

B nocsiesHYIE TOZBI JOBOJIBHO YaCTO BCTPEYAIOTCH BPOXK-
JleHHble 3a00JI€eBaHUSA CpeJU HOBODOXKJIEHHBIX W JleTel.
ITpu 5TOM MyJIBTHCHCTEMHOCTD OPAKEHIA OPTAaHOB, HE CBS-
3aHHBIX MEXK/y OO0, TOPOI IPUBOAUT Bpauel K 3aTpy/iHe-
HUAM B JINaTHOCTHKE U HA3HAYEHUH I1aTOr€HETHYECKOro
steueHusA. OQHOHM U3 PUYMH 3a00J1€BaHNA ABJIAIOTCA MyTa-
OUU B reHe sziepHOro ¢dakropa remarorutos 1 (HNF-10),
KOTOPBIY HT'PAeT PELIAOIIYIO POJIb B IIPOIECCE OHTOIeHe3a.
YacroTa BCTPEYaeMOCTH MyTALMH JI0 CHUX IIOP OCTaeTCsA He

JI0 KOHIIA U3y4eHHOH, HO ¢ MOMEHTA IIEPBOTO OIHCAHUA /10
HACTOSIIEr0 BpEMEH! U3BECTHO OKOJIO 230 PA3JIMYHBIX Ba-
puanToB HNF1B, 4TO OATBEPK/AAeT TeTePOreHHOCTDb KJIN-
HHUYECKHX IIpoABIeHnH. OTCyTCcTBHE ceMeHHOro aHaMHe3a
Y IIATOTHOMOHHUYHBIX IPOABJIEHUH IPUBOAUT K 3aI037a-
JION IMaTHOCTHUKE.

AnepHbIi GaKTOp renaTonuToOB OBLI BIIEPBblE WIEHTH-
¢dunuposan B 1980-x rogax u Hazsan HNF1 (hepatocyte
nuclear factor 1 homeobox B, TCF2) [1]. HNF-13 — TpaHc-
KPHUIIIUOHHBINA (aKTOP, PACIIOJIOKEHHBI B XpOMOCOME
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17412 U KOJUPYIOIIUU A/IEPHBIN (HAKTOP rernatonuTtos 1P,
roMeo/IOMeHco/leprKalee ceMelcTBO (aKTOpOB TpaHC-
kpuniuu [1, 2]. Kogupyemsiit HNF-13 Gesiok umeer tpu
(YHKIIMOHAJIBHBIX IOMEHAa, HEOOXOAUMBIX JUJIA IUMEepH3a-
nn, cesazbiBanus JIHK u tpancaktuBanuu [3, 4]. 3abote-
BaHMs, KOTOpble aCCOIMMPOBAHBI C MyTAallsIMU B TeHe
HNF1B, sacienyioTces 10 aQyTOCOMHO-ZIOMUHAHTHOMY THILY,
HO IIPX 3TOM IIaTOT€HHBIE BAPUAHTHI COCTABJIAIOT JI0 50%
cJIy4daeB, 4TO OOBACHSAET OTCYTCTBHE CEMEHHOT0 aHaMHe3a
[1, 5]. Myranuu, npuBoAsIiue K MyJIbTUCHCTEMHOCTH I10-
PaXKeHH s, MOTYT OBITh B BHJIE MUCCEHC-, HOHCEHC-MYTAITHH,
a Takke MyTalui ¢ win 6e3 cBUra PAMKU CUUTHIBAHUA
[2]. Onnako B 50% ciayuaeB ujieHTUDUIUPYETCS MOTHAS
nenenust reHa [3]. Ha ceropusiaui IeHb He OBLIO TIPO/ie-
MOHCTPHPOBAHO YETKOH KOPPEJAIUU MEXKIY THUIIOM MM
IOJI0’KeHNeM ITATOTeHHOTO BapuaHTa B npegenax HNFiB u
BO3HHKHOBEHHEM OIIPEJIeIEHHBIX KJIMHUYECKUX IIpU3Ha-
K0B. IIpnumHBl (PEHOTHIHNYECKON BapUaIllMU OCTAIOTCA
IIJIOXO UBYYEHHBIMH U MOTYT OTPKaTh (PYHKI[MOHAJIbHBIE
93¢ deKTH pa3JIUYHBIX TeHHBIX AaHOMAIHMN Ha CaMBIX paH-
HUX cTaguax passutud. HNF1B skcupeccupyercs BO MHO-
I'HX OpraHax, IPeUMYIIeCTBEHHO B II€YEHH, [T0YKAX, I10JI0-
BOU CHCTeMe, ITO/KEIYA0YHON JKejle3e, HEPBHOU CUCTEME,
9TO U OOBACHAET NOIUMOpGOU3M mopakeHus [1, 2]. Jkce-
npeccus HGEHOTUIIA MOKET 3HAYUTEJIHO OTJINYAThCA B Of-
HOU ceMbe ¢ MyTalliel B JITAaHHOM TeHe.

Hedexr rena HNF1B n3HayaabHO aCCOIMUPOBAJICS TIpe-
MMYyIIECTBEHHO ¢ InabeToM U MoYevyHbIMU Kucramu. Of-
HAaKO COBPEMEHHBIE WCCJIEIOBAHUA IIOKa3bIBAIOT, YTO
CIIEKTp IIOpPaKEHUH, CBA3aHHBIX C 9TUM I'€HETHUECKUM Jie-
(dexTOM, 3HAYNTEJIPHO IIHMPE U 3aTPAarHBaeT MHOXKECTBO
OpraHOB U CUCTEM, B IIEPBYIO OU€PE/Ib MOUEIIOJIOBYIO, SH/I0-
KPHUHHYIO U ITHIEBAPUTEIBbHYIO CHCTEMY.

CTpYKTypHBIE aHOMAJIUU IOYEK — OJIHO U3 KJIIOUEBBIX
KJIMHWYEeCKUX MNposasieHnil Hedpomatuum HFNiB, BbI-
3BaHHBIE MUKPOJZIEJIENUAME B JIOKyce 17q12. MccnenoBa-
HUS TUOPUAMBAIUH in Situ ¢ Ucroap30BaHNEM 00Pa3IoB
TKaHel 4JesioBeka Imokasau, uto MPHK HNF1B BBICOKO
JKCIIpeccupyeTcsi B COOHMpATENbHBIX TPYOOUKax ILIOAA,
npu 6osiee HU3KUX YPOBHAX — B Me3eHXUMe MeTaHedpus.
OrcyrcrBue skcnpeccu HNF1B B MOYeTOYHHKAX MOXKET
IIPHUBECTH K AHOMAJIbHOMY Pa3BETBJIEHUIO €r0 3ayaTKa U
HeCHOCOOHOCTH OKPY’KAIOUIUX ME3eHXHUMAJIbHBIX KJIETOK
TpaHCHOPMUPOBATHCA B SIMUTEIINH, UTO ABJIAETCA KIII0Ue-
BBIM 3TallOM paHHero Hedporenesa [1]. Ato ObLIO JOKa-
3aHO YYEHBIMH, IIPOBOJAUBLINMHU HCCJIEJIOBAHUA Ha JKU-
BOTHBIX ¢ Mojiesibpio fedunura HNF1, kotopoe mpuseso k
Pa3BUTHIO MOJIMKHUCTO3a ITOYEK. DTOT (PEHOTHUII CBA3AH C
3aMEeTHBIM CHUJKEHHEM TPAHCKPUIIIMOHHON aKTHUBAIUH
reHOB KHCTO3HOU 6ose3nu Umod, Pkhdi w Pkd2, conep-
skamux 3yeMedTsl [THK, ¢ KOTOphIMU OOBIYHO CBSI3BIBA-
ercsi HNF1B [3]. Tak:ke HabozaeTcsi oOpa3oBaHue aHO-
MaJIbHBIX He()POHOB, XapaKTEPHUBYIOIIUXCA HaJIMIHEM
KJIyOOUKOB € pacHIMPeHHBIM IMpOCTpaHCTBOM bBoymeHa,
HEIIOCPEICTBEHHO COEJUHEHHBIX C COOUpAaTETbHBIMU IIPO-
TOKaMH IPUMUTHBHBIMH KaHAJIBI[AMU H3-32 OTCYTCTBUSA
IIPOKCUMAJIbHBIX U JUCTATBHBIX HU3BUTBHIX KAHAJIBIEB U
nerau I'ense [6].

Hedpomnarusa npossiiseTcs yaie BCero KUCTO3HBIMU U3~
MeHeHUsAMH. B cpexHeMm «kucro3Has 0osie3Hb» BCTpeda-
ercs B 73% cirydaeB. Kuctbl 066I9HO HEGOJIBIIIOTO pa3Mepa,
YacTO BO3HUKAIOT B KOPDKOBOM BEIIleCTBE IT0YEK, U UX KOJIN-
YECTBO CO BpDEMEHEM He yBeInurBaeTcs. II0UKy COXpaHAIT
CBOM KOHTYp, pa3Mephbl IIOYEK OCTAIOTCA HEM3MEeHHBIMH
WJIN YBEJIUYUBAIOTCA HE3HAUUTEIbHO, NOABJAETCA He-
CKOJIPKO KHUCT, KaK IIPABUJIO, He OoJiee 5, JIOKATN30BaHHBIX
gare Bcero B obsactu kiayboukos [7]. Ilpu aToM Koppess-
LMY MEXJY Pa3BUTHEM KHUCT U (QYHKIHEH IoYeK He OBLIO
obHapy»keHO. HekoTopple BapHWaHTHI MATOJOTUH MOXKHO
JINarHOCTHPOBAThH C IIOMOINBIO YJIBTPA3BYKOBOTO HCCJIEZO-
BaHMUA IIOCJIE 17-H Hezen 6epeMEeHHOCTH B BH/IE U30JIHPO-
BAaHHOH /IBYCTODOHHEU THUIEP3XOT€HHOCTH IIOYeK HOp-
MaJIHOTO HJIY yBeJIMYeHHOro pa3Mepa [1]. Taxke coobra-
JIOCh O Apyrux 3a00JIeBaHUAX CO CTOPOHBI MOYEBOU CH-
CTEMBI B BUJIe MOUEeKaMeHHOH 00y1e3HH, THAPOHEeDPO3a, ce-
MeWHOU I0BEHUJIBHOU TUIlePYPUKEeMHIYecKOoN HedpomaTHu
[1], rumomnasuu wian aremeswu mouek [1, 3], MoaKOBOOG-
Pa3HOH IMOYKH [1], IOYEYHOr0 MHTEPCTUIIUATIBHOTO (Hub-
po3sa, onuromeranedpoHuu [3] u gp., B KOHEYHOM UTOTE
MPUBOJAIINX K XpOHUYecKou OGosiesnu mouek (XBII).
Kpowme Toro, rereposurorusie penenyu HNF1B 6puin cBs-
3aHBI C CHH/IPOMOM «CJINBOBOTO JKHBOTa», XapaKTepPU3YI0-
muMes 1eGUIUTOM HJIA OTCYTCTBHEM MYCKYJIATypPBI
OpIOIIHON CTEHKH, PACIHIMPEHNEM MOYEBBIBOZAIINX IIyTeH
U ZIBYyCTOPOHHUM HEOIyIleHHeM sinuek [3].

HNFi1B urpaeT KJIIO4eBYI0 POJIb B DAHHEM Da3BUTUU U
nuddepeHINPOBKe IO/KEIIYZOYHON >KeJle3bl, BIUAA Ha
axktuBanuio HNF4A u SLC2A2 1 TeM caMbIM U3MEHI Kak
SH/IOKPUHHYIO, TaK U K30KPUHHYIO cOCTaBiisioniyo [8].
MyTanuu B 3TOM I'eHe IIPUBOJAT K TMIIOIUIA3UHU TeJIa U XBO-
CTa, YTO XapaKTePHU3yeTcs TsHKeJION almHapHOW HeJl0CTa-
TOYHOCTBIO, IIPOSIBJIAIONIEHCA CHUKEHEeM YPOBHA (eKasib-
HOM aactasbl. Kpome Toro, HabiiroaeTcs 1e30pranu3anus
ocTpoBKOB JlaHrepraHca ¢ pa3BUTHEM caxapHOro auabera
o turty MODY5 [1, 3]. MODY — ayToCcOMHO-/JOMHUHAHTHAS
¢opma caxaproro uabera, pa3BUBaIOIIAsACA B BO3PACTE /10
25 Jiet. IIpu poBeZIeHUH yJIBTPA3BYKOBOTO HUCCIIEIOBAHIA
(Y3U) BBIABIISIOTCS YMEHBIIIEHUE CTPYKTYPhI [O/PKETYI0Y-
HOH ’KeJIe3bl, TUIIO- WX aTPO(MUA TOJOBKU M XBOCTA IO/~
JKeJTyZIouHOM kesie3bl [8]. IIpu 3TOM HA/0 OTMETHTH, YTO
Tepanus IpenaparaMu CyJb(QOHUIMOYEBUHBI OyZer He-
a¢ddexTUBHA, TaK KaK y TAKUX [TaIlMEHTOB HAOJII0aeTcs K
HUM PE3UCTEHTHOCTH [1, 8].

ITepBonavansHO AedekT rera HNF1B accoiuupoBascs ¢
MMaTOJIOTHEN MMOYEK U IMOJIPKETYOUHOM JKeJie3bl, M 4acTo Ha-
PYILIEHUs CO CTOPOHBI IeYeHU UTHOPHUPOBaIHCh. OfHAKO
TIOSIBJIEHYE HCCJIEZIOBAHUM, B KOTOPBIX JI0Ka3aHO HAJIUIHeE
W3MEHEeHUH IeyeHH, TpeOyeT IpoBeseHus 005A3aTesIbHON
onieHKH ee Mopdosiornu U GyHKIuU. OCHOBHBIE U3MeEHe-
HUA KacaloTcs NeYeHOYHBIX (GepPMEeHTOB (acrnapTaTaMUHO-
TpaHcdepaspl, aJaHWHAMUHOTpaHChepasbl, IIeT0YHON
docdaraszpr) B Buzie HE3HAYUTETHHOTO HX IOBBIIIEHUA U
pasButus xoJecrasa [1, 9].

AHOMaINY TOJIOBOY CHCTEMBI BCTPEYAIOTCA IIPUMEPHO y
40% TalMeHTOK U MPOABIAIOTCA CHHAPOoMoM Maiiepa—Po-
kutaHckoro—Krocrepa—Xaysepa [1, 8], a Tak:ke BpoK/eH-

150 | KNMHUYECKUI PA3GOP B OBLLEA MEQULMHE | TOM 5 | Ne11 | 2024 | Clinical review for general practice | VOL. 5 | No. 11| 2024 |



Knununueckmii anyyair / Clinical Case

HBIMU IIOPOKAMHU Pa3BUTH, B OCHOBE KOTOPBIX JIEIKUT are-
He3Ws MIOJIJIEPOBBIX ITPOTOKOB. Cunzipom Maiiepa—Poxu-
taHCcKoro—Kriocrepa—Xaysepa BkIo4yaerT B cebs ara3uio
MAaTKH, €WK MAaTKA ¥ BepXHeH YacTW BJIarayuilnag, 4To
MIPUBOJUT K IEPBUYHON amMeHopee, Oeciutonuio. IIpumeya-
TEJIBHO, YTO IIaTOreHHble BapuaHTsl HNF1B 6buti 06HApY-
JKeHBI ¥ 18% NMalMeHTOK CO CTPYKTYPHBIMU M3MEHEHUAMHU
KaK B II0YKaX, TAK ¥ B MaTKe, HO He ObLIIN 0OHAPYKEHBI IIPH
W30JINPOBAHHBIX IIOPOKAX PasBUTUA MAaTKH. Takxke co-
00IIJIOCh 0 AaHOMAJIUAX Y MAJIBUMUKOB B BHUJIE OIyIIEHUSA
SANYeK, TUIOIIA3UH IIPEACTATEIbHOU 2Keye3bl, KPUIITOP-
XHU3Me, THIOCIIAaJIU, KUCThI IPUJIATKOB AMYKA, areHe3UH
CEeMSIBBIHOCAIIUX TPOTOKOB [1, 8]. Ilpu 3TOoM H307HPO-
BaHHO JJaHHBIE IIATOJIOTUU HE BCTPEYAIOTCH.

Bce Gosplie mOJTBEPIKAAETCA, YTO MyTallUH B TeHE
HNF1B cBs3aHbI TakKe ¢ HapyIlIeHHeM Pa3BUTHUA HEPBHOU
CHCTEMBI, MPOABJIAIIIUMCA PAaCCTPOHCTBAMU ayTHCTHYE-
CKOTO criekTpa [1], 3aziep:kKkoil pa3Butus [10], cymopoxk-
HBIMHU IIPUCTyIIaM# [1, 10], Makpouedanuel, CTpPyKTyp-
HBIMU aHOMAJIMSIMU FOJIOBHOTO MO3Tra, Iu3odpeHuei [10].

Tax:Ke CTOUT OTMETHUTD, YTO Y YACTH ITAIUEHTOB ObLI JU-
arHOCTHPOBAH IIEPBUYHBIN TUIIEpIIapaTHpeo3 [1], mpu sToM
JIOTIOJTHUTENBHO HabJofasach rumoMarasueMus (4, 51.
MarHu#i siBysieTcsa BaKHBIM KOGAKTOPOM /I PEIenTopa,
YYBCTBHUTEJIBHOTO K KaJIBLIUIO, KOTOPBI MHUIUUPYET BbI-
CBOOOXK/IEHE ITAPATUPEOHTHOTO TOPMOHA.

Kpome Toro, umerorcs [jaHHBIE, YTO MyTAIlMH B TeHe
HNF1B IpuBOAAT K aTPE3UH /IBEHA/IIATUIIEPCTHON KHUIIIKU
[9], arpesun nuieBoxa [1, 9], BpoxkieHHoM uadbparmaib-
HOU TpbIKe [9].

KnnHnueckoe Ha6mone|-|v|e

ITanuent K. 4 Mec noctynui B neiuaTpuueckoe OTzese-
HUE 07.05.2024 ¢ XajmobaMu Ha OOWJIBHOE CPBITMBAHUE,
1ocJjie KOTOPOTo pPeOeHOK «3amMep»: MaThb OTMeuasa OCTa-
HOBKY /IbIXaHUsl W IMaHO3, II0CJIe IIEPEBO/IA B BEPTUKAJIb-
HOe II0JI0JKeHHUe JIbIXaHNe BOCCTAHOBUJIOCH. bhlia BeI3BaHA
Opurazia CKOpor MeIUITMHCKOH IOMOIIH, ITAI[AeHT JJOCTaB-
e B I'AY3 «O6sactHas Aerckas KIMHAYECKas OOJIb-
Huna». V3 aHaMHe3a JKU3HU U3BECTHO, YTO pebEHOK po-
JIWJICA OT 4YeTBepTOd OGepeMeHHOCTH, IIPOTEKaBIIed Ha
(doHe TOKCHKO3a, OCTPOH pecHUpaTOPHOH BHUPYCHOW WH-
¢dexnuu B I Tpumecrpe. IlepBbIi CKPUHUHT ITOKa3asl 3a-
JIEP’KKy Pas3BUTHA IUIOZA, BTOPOH — BPOXK/IEHHBIM IOPOK
pPa3BUTHA B BUJE MEXKIIPEICEPAHOIO CpAllleHUs, TPETHH
CKPUHUHT — 337IeP’KKy Pa3BUTHUA IVIO/IA, BPOXK/IEHHBIN I10-
POK pa3BUTH:A, MEXKIIpe/ICEPHOE cpalieHne. bepemeHHasn
ObLIa KOHCYJIbTHPOBaHA C (pe/iepayIbHbIM IIEHTPOM, POZbI
obUIM caMmocTosaTebHBIMU B O®I'BY «HanuoHaIbHBIIA Me-
JIUITUHCKUY UCCIEA0BATETBCKAN IIEHTP aKyIIepCTBa, THHe-
KOJIOTHH U IlepuHaToIoruu uM. akaz. B.1. Kyirakosa», pe-
GEeHOK POJIUJICS MacCoi 1678 T, pOCTOM 41 CM.

B HeoHaTaspHOM Iepuozie peOGeHOK KOHCYJIBTHPOBAH
HedpoJIOroM, IIOCTaBJIEH IUArHO3: «BpoXk/leHHasa KUCTO3-
Had AUCIJIa3us IpaBoi u jieBoi mouek. XBII 3A, Totais-
Has popMa IUCIIIA3UH, TUIIOIUIACTUYECKUY BADUAHT; CUH-
apom Ilorrepa 1?» HaciencTBeHHOCTb OTATOIIEHA: y Ma-
Tepyu OPOHXHMAJIbHASA aCTMAa U TMIIEPTOHUYECKast 00JIe3Hb, y

Tabnuua 1. PesynbTaTbl 1abopaTopHbIX NCCIeA0BaHNI NaLMeHTa
Table 1. Results of the patient’s laboratory tests

Mapametp Pesynbrar ::g’::’:::"b'e
F'emorno6uH, r/n 83 115-165
lemaTtokpuT, % 22,9 35,0-55,0
SpuUTpouunTbl 2,16x10'%/n 3,50-5,50x10'%/n
TpombounTbl 216x10°%n 100-400x10%/n
NekouunTbl 3,2x10°/n 3,5-10,0x10%n
Heintpodunsl, % 23 35-80
NiumouuTsl, % 69 15-50
MoHouunTbl, % 2 2,0-10
Bbazodunbl, % 1 0-5
[Mnasmatnyeckune knetku, % 2 0
So3nHoduUnbl, % 3 0-5

Com o |

Ta6nuua 2. PesynbTaThbl 1a60OpaTOPHbIX NCCNEAOBaHUNI NaLMeHTa
Table 2. Results of the patient’s laboratory tests

MNapameTp PesynbTar ::g’fg:::"b'e
O6wuin 6enok, r/n 47,5 44,0-66,0
AnbbyMWUHBI, 1/n 31,8 35,0-52,0
O6wmin 6unnpy6uH, MKkmons/n | 25,2 3,4-17,0
MoueBwuHa, MMonb/n 4,3 1,8-6,0
/E\EZ?pTaTaMMHOTpch¢epa3a, 11,5 0,0-82,0
/I;\E?;vmaMMHOTpchd)epasa, 60,8 0,0-56,0
KpeaTnHUH, MKMOnb/n 68,8 15,0-37,0
[noko3a, Mmosnb/n 5,0 4,1-7,0
Kanwuit, Mmonb/n 4,8 3,8-5,5
Hatpwuit, Mmonb/n 140,9 135,0-155,0
Xnop, mmonb/n 1094 95,0-110,0
JNaktatpgerngporeHasa, Ea/n 450,1 0,0-975,0
LenoyHan docdarasa, ME/n 800,5 0,0-727,0
C-peaKTVBHbI 6enokK, mr/n 69,7 0,0-6,0

cubca 6abyIIKY 110 JINHUY MaTepy — TUIIEPTOHHYecKas 60-
JIe3Hb, y cubca otna — XBII, ymep B Bo3pacre 25 JieT.
OOGBEKTHBHO IIPH ITOCTYIUIEHUH: 00IIlee COCTOSTHUE TAXKe-
JIOHN CTeIleH! 3a CUeT aHEMHYECKOTO CHH/POMA, HEBPOJIO-
TrUYecKOl He3PeJIOCTH, CHHPOMAa CPBITMBAHHUA U PBOTHI,
0eJIKOBO-9HEPreTUYECKON HEJTOCTATOYHOCTU 2-H CTENeHH,
XBII. Haxomures Ha pecHUpPATOPHOHN IOAJIEpIKKe depe3
JILEBYIO MaCKy IIOTOKOM 2 JI/MUH, IIOKa3aTeJIU CaTyPaluy
yaep:xkuaeT. Co3HaHue AcHOe. PeHOTUNINYEeCKU NIPU3HAKU
HespesiocTh. TesocokeHne IPONOPIIMOHAIBHOE, ACTEHU-
geckoe. KokHbIe TOKPOBBI HOPMAIPHOU BJIAXKHOCTH, yMe-
peHHO OJiefHBIE, MpaMOpHBIe IpU OecnokoiicTBe. Bumu-

| KNTMHUYECKWIA PA3BOP B OBLLEI MEBULIMHE | TOM 5 | Ne11 | 2024 | Clinical review for general practice | VOL. 5| No. 112024 | 151



Knununueckmii anyvair / Clinical Case

Ta6nuua 3. Masbl KpoBK

Table 3. Blood gases

MapameTtp Pesynbtat
FO, (I 21,0

pH 7,367

pCo, 44,6 MM pT. CT.
pO, 42,3 MM pT. CT.
cHCO,-(P,st) 24,3 mmonb/n
SBE 0,3 Mmonb/n
ctHb 81r/n

sO, 76,6%

FO,Hb 75,5%
FMetHb 0,9%

FHHb 23,1%

FHbF 46%

ctO2, c 8,6 Mmonb/n
p50, ¢ 27,55 mm pT. CT.
cK+ 4,6 Mmonb/n
cNa+ 138 mmonb/n
cCa++ 1,34 mmonb/n
cCl- 122 mmonb/n
clLac 1,6 mmonb/n
cGlu 7,9 mmonb/n
ctBil 18 MKmonb/n
Hct, ¢ 25,2%

mOsm, ¢ 283,7 mmonb/Kr

MBbIe CJIN3UCTBIE YUCTHIE, PO30BBIE, BIaKHbIE. [10AKOXKHAA
KJIeTYaTKa pasBuTa ¢y1abo. Typrop MArkux TkaHeu Jiocra-
TouHBIH. CKJIepHI 00bIYHOM OKpacku. OTekos Het. [Tepude-
pudeckre JIUMQOY3Ibl He YBeJIWYeHbl. MBIIIEYHBIH TOHYC
cHrkeH. KocrHas cucrema BuyasibHO 0e3 JredopManuid.
BosbIIoi pOAHUYOK OTKPHIT, pa3MepaMu 2X2 CM, He 3aIa-
Jaet, He HanpsokeH. CycraBbl He U3MeHeHEHI. /IpIxaHue ye-
pes Hoc cBobonHO. ['pyHas kieTka 6e3 nedopmaryy, pas-
HOMEPHO YYacTBYeT B aKTe J{bIXxaHu:A. [[epKyTOpHO 3BYK fC-
HBIH JIETOYHBIH, 110 BCEM IIOJIAM, C IBYX CTOPOH. AYCKYJIbTa-
THUBHO B JIETKUX JIbIXaHHE BE3UKYJIAPHOE, IIPOBOJIUTCH BO
BCe OTJIeJIbI, XPUIIBI He BhICIyIIHBaoTcesa. O6iacTb cepna
He u3MeHeHa. [Iysbc Ha KPYIHBIX TepudepuIecKux apre-
PUAX CHMMETPHUYHBIH, PUTMUYHBIN, YZIOBJIETBOPUTETHHOTO
HAIIOJIHEHUA W HAUPSKEHU:, 130 yJ/MUuH. BepxXyIieuHsli
TOJIYOK HOPMasIbHBINA. TOHBI cepAlla PUTMUYHBIE, BBICIIY-
IIMBAETCSA CHUCTOJIMYECKUH IIyM Ha BepXyIIKe. f3BIK Yu-
CTBI{, BJIQKHBIM. 3€B CHUMMETPHUYHBIH, CIIOKOeH. ;KHUBOT
B3/YT, B aKTe JbIXaHU: yIaCTByeT paBHOMEpHO, 6e3601e3-
HEHHBIH BO Bcex OoT/iesax. IleyeHp +2 ¢M U3-1IOJ Kpas pe-
GepHOU Ayry, Kpal siacTuvHbIN. Cele3eHKa He yBeJINUeHa,
He najbpnupyerca. Modencyckanue HOpMasIbHOe, 6e360-
JIe3HEHHOE.

Beutn 11poBesieHbI 1a60paTOpHbIE M HHCTPYMEHTAJIBHBIE
nccnenoBaHusa (pe3yspTaThl OOLIETO KIMHUYECKOTO aHa-
Jn3a, OMOXMMHMYECKOI0 aHAIN3a KPOBH, ra3bl KPOBU OTpa-
JKeHbI B TabJ1. 1-3).

PeHTreHOKOHTPACTHOE HCCJIETOBAHNE JKeJyJOUYHO-KH-

IIIEYHOT'O TPAKTA: HAa PEHTT€HOCKOIINY IHINEBO/A U GPIOLI-
HOH TI0JIOCTHU ¢ GapueM HHUIIEBO/] CBOOOIHO TPOXOIM JIJist
B3Becu. Kemyok kackagHou ¢dopmsl. [Ipu mosioxeHun c
BO3BBIIIEHHBIM HOXKHBIM KOHIIOM 3a0poca KOHTpacTa M3
JKeJIyZiKa B IIUIIEBOJL He ompesiesnserca. HauanpHasa sBakya-
M U3 JKeJTy/IKa B ABEHAAIATUIIEPCTHYIO KUIIKY He 3aMe/]-
sieHa. Uepes 2 4 KOHTPACT B TOHKOH KHIIIKe, yepe3 6 4 — B
ToJICTOU KHIIKe. Uepe3 12 4 KOHTpPAcCTa B METJIAX TOJICTOH
KUIIKH He oTMedaeTcs. OTMedaroTcs /IONMOJTHUTEIbHbIE
TIeTJIN TOJICTON KUIITKH.

®dubporacTpoyoIeHOCKONUA: IPU3HAKU JUCTAIBHOTO
3po3uBHOrO 330¢aruta crerneHu A. [IpusHaku racrpura c
oCTpBIMH 3po3usaMH. [IprusHaKu fyoseHuTa.

IIpu 6Groncuu CIM3UCTON KapAno0-330¢areagbHOrO0 Iepe-
X0/1a aHTPAJILHOTO OT/iesIa OBICTPBIM YPEea3HbIM TECTOM 006-
HapyxxeH Helicobacter pylori.

Y3U ros0BHOr0 M03Ta: MOCTTUIIOKCUYECKHE U3MEHEHUA
B IIEPUBEHTPHUKYJLAPHOU 00JIACTH.

Y3U noyek 1 HaIIOUYEYHUKOB: JIMCIIa3us movyek. B ma-
peHxHMe ¢ 00euxX CTOPOH MHOXKECTBEHHBIE KHCTHI IO
1,5—3,5 mM. CripaBa GoJiee KpyIiHasi KUCTa 7X7,6 MM.

Y3 opraHOB OpPIONIHOM IIOJIOCTH: B JKEJIyZKe depe3
30 MHH IIOCjIe KOPMJIEHHS 30 MJI M OOUJIBHOTO CPBIIHBa-
HUA ompesiesnigercsa 35 MJI copep:kumoro. ITumopraeckuit
oTAesN: InHA 8 MM, uaMeTp 8 MM, CTeHKa 2,5 MM, IIPOCBET
JI0 5 MM, 5BaKyanuH HeT. /[BeHaAIaTHIEPCTHAs KHIIKA
pacuupena 1o 14 mM. [TumeBos B juameTpe 7 MM (B 1Ipo-
CBETe CKyJHOE COZIEP’KMMOe). BpIpa)keHHOe B3/yTHe KHU-
[IeYHUKA, IIepPUCTaJbTUKA aKTHUBHAas. BpplkeedyHble JTHIM-
arurueckue y3sp! He BUAHBL. CBOOOIHASA JKUIKOCTh OTCYT-
CTByeT. 3aKk/II0UeHre: HapylleHne MOTOPUKHU BEPXHHUX OT-
JIEJIOB KEJTyIOYHO-KHUIIIEYHOTO TPaKTa (3aMe/yIeHHasA HBa-
Kyanus JKeJyJOYHOTO COZIEPIKUMOro). Juiatanus qBeHa-
JIIATUIIEPCTHON KUIIIKU.

Ixokapauorpadus ¢ JONIIEPOM: IOJIOCTU CepAlia He
paciIupeHsl, CTEHKH MHOKap/a He YTOJIIEHBI, COKPaTH-
TeJIbHAS CIIOCOOHOCTh MUOKap/a coxpaHeHa. Ppaxius BbI-
6poca 70%. IIpu3HaKOB JIErOYHOU runepreHsuu Het. Cu-
CTOJIMYECKOE /IaBJIEHHE B IIPABOM JKeJIy/I09Ke 20 MM PT. CT.
TpukycnugaspHas perypruranus 1-d creneHu. Jlerounas
peryprutanus 1-ii crenesHu. C Ayru aopThl BU3YyJIN3HUPY-
€TCA OTKPBITBIA apTepPUaTbHBIM NIPOTOK 1,5 MM IIpU I[BET-
HOMH JIyIIJIEKCHOM KOHTPACTUPOBaHUU. OTKPBITOE OBAJIBHOE
OKHO 4 MM €O ¢cOpOCOM KPOBH CJIeBa HAIIPABO.

V3U tumyca: tTumomerasius (06beM TUMYyCa 7,3 CM3).

Y3U opranoB MOIIOHKU: BO/IsTHKA 000JIOUEK, CJIEBA B MO-
IIIOHKE >KU/IKOCTD 10 CM3.

CexBenupoBanue /IHK: BpIsAIBIIEH reTepO3UTOTHBIA BapU-
aHT HYKJIEOTHIHOH IocienoBaresbHOCTH B reHe HNF1B
(17-37739541-G-A), TPUBOAAIIUN K 3aMeHe aMUHOKHC-
JIOTHI B 148 mosuiiuu Geska (p.Ser148Leu, NM_000458).

B pesysibraTe 06ciIe0BaHUSA [TOCTABIEH OCHOBHOH /1Mar-
HO3: « Bpork/ieHHas KUCTO3HAs AUCIUIA3HA IPABOX U JIEBOH
nouek. XBII 3A». ComyTcTByIOIINH AMAarHO3: «AHOMAaINs
Pa3BUTHSA JKeJIyZJ0UHO-KUIIIETHOTO TPAKTA: KACKa[HbIH JKe-
saynok. I'actpoazodareaspbHbId peduroke ¢ 330¢haruTom.
HducranpHblil 330¢arut A cremern. lactpogyonmerut. [lo-
TIOJTHUTEJIbHBIE TETJIM TOJICTOTO KHUIIIeYHHKA. |'MIoXpom-
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Has aHeMUsA CPeJIHeH cTeneHu TsKecTu. ['emoTpaHcdhys3na
0T 14.05.2024. besikoBo-3HepreTudeckas HeZJOCTATOYHOCTh
JIeTKOH cTenieHu. OyHKIIMOHUPYIOIINE heTaThHbIE KOMMY-
HUKAIlUH: OTKPBITOE OBAJIbHOE OKHO 3,5 MM».

[TanuenT nosyyan cienymolee jgedeHue: cMecb HAH an-
THasuIeprusa 60 My, Manbrodep 1o 4 Karcyssl 1 pa3 B JIeHb,
TOKO(epoJI 1o 5 Kamcys 1 pa3 B JieHb, KpeoH, xosieKkaibIu-
epos 2000 ME 1 pas B /ieHb; 530MeNpasosI 110 5 MT 1 pa3 B
JleHb; IIOJIKOJKHOE€ BBeJleHHe 3pUTponodTuHa 500 ME
2 pasa B HeJIeJI0, FeMOTpaHCQy3Hs SPUTPOLIUTAPHON B3BECH
o(I) Rh+ C+c+D+E-e+ 110 HHIUBU/yaIbHOMY T10/I00DY.

Ha pgaHHBI MOMEHT pe6eHOK HAXOAUTCA HA AUHAMUYe-
CKOM HaOJII0/IeHNH y rejuarpa, HedpoJiora, yposiora, HeB-
pojiora IO MECTy JKUTEeJIbCTBA, IIPOOJIKAET IOJIydaTh
JledeHre IO TOBOZY aHEMWH, Ha3HaUeH IpOoQMIaKkTHye-
CKHUH ITpueM BUTaMuHA D.
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