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Pesrome

He.m,. O606H1€HI/IG U CUCTEMATHU3aluA JaHHbBIX O HACJICACTBCHHBIX He(prHaTI/IHX, KJIIMHUKA, JUarHoCTUKa
1 METOIBI JICUCHUS, TPOTPECCUPOBAHUEC B XPOHUYECKYIO MOYCYHYIO HEJOCTATOYHOCTD.

Metoauka. OCHOBOI UCCIIEIOBAHUS CTaJl aHAJIU3 JINTEPATYPHBIX HCTOUHUKOB 3a rocineaHue 15 ner.

Pe3yabTaThl. B HacTosiee BpeMs BBISIBICHBI MyTalluy T€HOB, 00YCIIaBIMBAOININE TIOBPEKICHHE Pa3HBIX
Y4acTKOB He(pOHaA W, KaK CIIEJCTBHE, IPUBOMIAIINE K Pa3BUTHIO HeponaTtuii. B OonmpImmHCTBE CiydaeB
OHH MPOTEKAIOT TSHKEIIO, TUIOXO MOIAI0TCS JIEKAPCTBEHHOM Tepanuu U, B (PUHATBHOW CTaJnU, MPUBOIST
K XPOHHMYECKOW IMOYEYHOW HeJ0cTaTOYHOCTH. llocnemusisi TpeOyeT NpOBEICHUS TeMOAMATN3a WU
TpaHciiaHtanuu modku. OCHOBHOW HIeel TaHHOTO 0030pa JHUTEpaTyphl SBHUJIOCH aKIEHTHPOBAaHWE
BHUMAaHUS HE(GPOJIOroB HA TOM, YTO B 3HAYMTEIBHON CTEIICHNU HEJOOIICHUBACTCS BKJIAJ HACICICTBEHHBIX
HedponaTHii B pPa3BUTHE XPOHUUYECKOM MOYeUHOU HenoctaTodHocTH. (OOpainaercs BHUMaHUE Ha
THIATENBHBIA COOp aHAMHE3a C IIEeJIbI0 BBISIBICHUS HACJICJCTBEHHBIX 3a00JICBAHUI MOYEK Yy OMMKAUIINX
poncTBeHHHKOB. OUEBUAHO, YTO OOJIBIIKNE JTOCTHKEHHS TEHETHKH 10 BBISBICHUIO JIE(PEKTHBIX TCHOB, B
HEJOCTATOYHON CTETIeHW YYWTBIBAIOTCS TIPU JICUEHHUH NPOQWIBHBIX MAIUEHTOB. OJTO TPUBOAUT K
YBEJIMYCHHUIO YaCTOThI PA3BUTHSI XPOHUUECKOM MOYSUHOM HEIOCTATOYHOCTH C KpaiiHe HeOIaronpusiTHHIM
HCXOJIOM.

3axiioyenue. COBEpLICHCTBOBAaHHE METOAOB paHHEH AMAarHOCTUKM M TOAOOp aJeKBaTHOW Tepamuu
HACJIE/ICTBEHHBIX 3a00JIEBaHUH TOYEK COMPOBOXKIAIOTCS CHI)KEHHEM CMEPTHOCTH TMAIlMEeHTOB U
yJIydlIeHMeM KayecTBa XHU3HU. B TepMHMHAIbHON CTaguM XPOHHYECKOM IMOYEYHON HEI0CTaTOUYHOCTH
UrpaeTr BaKHYIO POJIb 3aMECTUTEIbHAS TePAIUs U TPAHCIUIAHTALUS TOYKH.

Knrouesvle cnosa: HaceICTBEHHBIS He(l)pOHaTI/II/I, MyTaluu, KJIMHHUKA, JICYCHUEC, XPOHUYICCKAA IMOYCYHAA
HCOO0CTATOYHOCTD
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Abstract

Objective. Generalization and systematization of data on hereditary nephropathies, clinic, diagnosis and
treatment methods, progression to chronic renal failure.

Methods.. The basis of the study was the analysis of literary sources over the past 15 years.

Results. Currently, gene mutations have been identified that cause damage to different parts of the
nephron and lead to the development of nephropathies, as a result. In most cases, they are severe, poorly
amenable to drug therapy and, in the final stage, lead to chronic renal failure. The latter requires
hemodialysis or kidney transplantation. The main idea of this literature review was to focus the attention
of nephrologists on the fact that the contribution of hereditary nephropathies to the development of
chronic renal failure is largely underestimated. Attention is drawn to a thorough history taking in order to
identify hereditary kidney diseases in the next of kin. It is obvious that the great achievements of genetics
in identifying defective genes are insufficiently taken into account in the treatment of specialized patients.
This leads to an increase in the incidence of chronic renal failure with an extremely unfavorable outcome.

Conclusion. Improving the methods of early diagnosis and selection of adequate therapy for hereditary
kidney diseases are accompanied by a decrease in patient mortality and an improvement in the quality of
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life. In the end stage of chronic renal failure, replacement therapy and kidney transplantation play an
important role.

Keywords: hereditary nephropathy, mutations, clinic, treatment, chronic renal failure

BBepeHue

'eHeruvecku IeTepPMUHUPOBAHHBIC 3200JIEBAHUS MOYEK COCTABISIOT OT 9% 10 15% cpeau Hedponarui,
JIMaTHOCTHPOBAHHBIX B JeTcKoM Bo3pacte. [lo manHsiM EBpomeiickoll acconmuanuu auanvsa u
tpancmianronoruu (ERA-EDTA), 8 2018 roay okono 50% nereii u 15% B3pOCHbIX MPOXOIUIN TEPATUIO
XPOHUYECKOH moueunoii Hegocrarounocty (XIIH), oOycinoBnenHoi HacleACTBEHHBIMH (hakTopamu [28].
CXO0XeCTh KIMHUYECKUX CHUMIITOMOB HACJICJACTBEHHBIX M TNPUOOPETEHHBIX Hedponatuil (MpOTEHH-,
reMar- W JICHKOIMTYpHUs) 3aTPYAHSET JMArHOCTHKY, aJCKBAaTHOE JICYCHHE U IIPOTHO3 HCXOJI0B
3aponeBanus. Tak, mo ganasiM US Renal Data System Annual Report (USRDS) 3a 2017 ron, y 22%
neredt u 18% B3pOCIHBIX, HAXOASIIINUXCSA HA 3aMECTUTEIHHON MTOYEYHON Tepalii KOHKPETHBIN TUAarHO3 He
ObLT YCTaHOBJICH.

Hacnencteennbie Heponatuu MOTYT OBbITh CBSI3aHBl C MOPAXKECHUEM KaK COCYAUCTBIX KIYOOUYKOB
He(POHOB (TJIOMEPYJIONATHH ), TAK U KaHAIbLEB (TyOynonaTun). ['moMepynonaTuu npeAaCcTaBISIOT COOOM
MEPBUYHOE TMOPAXKECHUE TIOYEeK, MPU KOTOPOM B TATOJIOTMYECKUN MPOLECC NPEUMYIIECTBEHHO
BOBJICKAIOTCSI COCJMHUTEIHHOTKAHHAS YacTh KIyOouka. X MposBIECHHWs — HACIEACTBEHHBbIH HedpuT
(cuaapom AnprnopTa) W «I0OpOKaueCTBEHHAs» CeMeitHas remaTypus (OOJC3HM TOHKOW OaszalibHOM
MeMOpaHbI).

TyOynonaruu 4yaie BCEro pa3BUBAIOTCS B PE3yJIbTaTe HApPYIICHUS AKTUBHOCTU (DEPMEHTHBIX CHUCTEM
SIUTENNST KAaHAJBLIEB, BEAYIINX K €ro JeTreHepalny, MOBPEXICHUI0 HHTEPCTHUIINSA, a TAK)KE HAPYIICHUIO
MPOIIECCOB KAHAIBIIEBOTO TpPaHCIOPTa. B maromorumueckuii mpoIrecc BOBIEKAOTCS MPOKCHUMAabHBIC
kaHanbLbl (Pochar-gquader (runodochareMudeckuii paxur), HeGpoHoPTH3 DAHKOHHM, ITPOKCHUMANIBHEBIN
peHanbHBIA TyOY sspHbIH anumo3 (II Tum), peHampHas TIFOKO3ypus, Oonesnb JleHTa), memis I'enie
(cunapom baptrepa), mucTaibHbIC KaHAIBILI C COOMPATENLHBIMU TpyOoukamu (cHHApPOM ['HMTenbmaHa,
IUCTAIbHBIM  peHalbHBIM TyOynsapHbid anumo3 (I Tum), HepporeHHbI HecaxapHbIi auader,
TICEBIIOTUIIOATBI0CTEPOHM3M, CHHIpoM Jluaana) [1].

Iens o630pa — 0000IIEHHE U CHCTEMATH3alMs JAHHBIX O HACJIEACTBEHHBIX He(POMAaTHIX, KIMHHKA,
JIMAarHOCTHKA ¥ METOIBI JIEYEHHsI, IPOrPECCHPOBAHUE B XPOHUUECKYIO ITOYEYHYIO HEAOCTATOUHOCTb.

I'omepyiaonaruu

Hacnencreennslii Hepput (cuagpoMm Ansnopta, CA). DTO TeHETHYECKH JIeTePMHUHUPOBAHHAS
rJIOMepyJIomnaTHsi, B ocHOBe Kotopoi aexkutr myrtanus reHoB (COL4A1, COL4A2, COL4A3, COL4A4,
COL4A5 u COL4A6), xomupyrommux cuate3 kosmareHa IV tunma (COL4) 0a3anbHBIX MeMOpaH
cocynucthix kiryooukoB. I'enbl COL4Al m COL4A2 pacmonoxensl Ha 13 xpomocome, COL4A3 u
COL4A4 —nua 2 xpomocome, COL4AS u COL4A6 — Ha X xpomocome (Tabi. 1).

Tabmuua 1. 'eHeTHYeCKH AETEPMUHUPOBAHHBIE TIIOMEPYJIONATHH H UX OCHOBHBIE IMPOSIBICHUS

[TaTonorus JedekTHble reHsl XpOMOCOMBI OCHOBHBIE IIPOSIBIECHUS
HacencTseHmsii medprT COL4A1, COL4A2; 13; Mukpockonuueckasi reMaTypus,
(chmapom Abriopta) COL4A3, COL4A4; 2; NPOTEUHYPUSl, CHUKECHHUE
COLA4AS5, COL4A6 X (GYHKIHH TIOYEK
«JloOpokayecTBeHHas» ceMeﬁ?aﬂ CFHR5, COL4A3,
remaTypusi (00JIe3Hb TOHKOM COL4A4 2,13 I'ematypus, mpotennypus

0a3ajbpHOM MeMOpaHhbl)

IIo tumy nacimemoBauus BeimeastioT 3 Buma CA: X-cuemieHHbId gomMuHaHTHBIA (80% mamueHToB),
ayrocoMHoO-perieccuBHbIil  (15%) u ayrocomuo-momuHanTHbd (5%) [17]. Oxono 80% cocraBisitoT
ManyueHThl ¢ X-CHEeTUIEHHBIM JIOMHUHAHTHBIM BapuaHTOM, 15% — ¢ ayTOCOMHO-perecCUuBHBIM B 5% — ¢
ayTOCOMHO-TOMUHAHTHBIM CA.

Yacrora CA cocraBmsger 1:5000 cpeau HaciencTBeHHbix Hedpomatuii. Ero Bxiag B XITH cocrasiser
1%. ¥V 2,3% nanuentoB ¢ CA npoBoauTcs TpaHciantauus nouyek. Knununueckumu npossnenusimu CA
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SIBIISIFOTCS: MHKPOCKOMHMYECKAash reMarypus, MPOTEUHYPHsI U MPOrPECCUPYIONICEe CHUKEHHE (PYHKIUU
mouek. Y 55% wmyxumH u 45% O>KeHIIMH C [aHHBIM 3a00JIEBAHHUEM BCTPEYAETCS [[BYCTOPOHHSIS
HeWpoceHcopHasi Tyroyxoctb. Y 15-30% mamueHToB perucTpupyroTcs mopaxkenus rias. [lepequuit
JIGHTUKOHYC TIPaKTHUeCKu maTorHoMoHn4ueH CA ¥ M3BECTEH Kak MOSBJICHHE ‘‘MaClITHOW Karuid B Boje”

[24].

Pannsist renernyeckas auarHoctuka CA BechMa akTyaibHa, ITOCKOJIBKY OT XapakTepa W THIa MyTallH
3aBHCAT: KIMHUYECKHUE MPOSIBICHUSI, CKOPOCTh IPOTPECCUPOBAHUs 3a00JIeBaHusl, BO3PACT (hOPMUPOBAHUS
XTIIH, a Takxe Hayano 3aMEeCTUTEIHLHOU Teparuu.

Y nunm Myxckoro mona ¢ X-CIHEIJIEHHBIM JIOMHHaHTHBIM BapuantoM CA 3aboneBanne wMeer
rporpeccupyoliee Tedenue: tepmuHaibaas XI1H pasBuBaercs y 50% manueHToB B Bo3pacTe 10 25 JierT,
y 90% — B Bo3pacte no 40 et u moutn y 100% B Bo3pacte mo 60 net. [Ipu ayTocomMHO-periecCHBHOM
TUTIE HaclenoBaHus pasButhe TepmuHadbHOW XIIH wHabmomaercs k 30 rTomam. AyTOCOMHO-
JIOMHHAHTHBIN THII TPOrpeccupyeT MeaneHHo. OKOHYATEeNbHbIN IUAarHO3 yCTAHABIMBACTCS HA OCHOBAHUHU
pe3ynbraToB  OWorncuu  MOYKW. [Ipy  CBETOBOM  MHMKpPOCKONIMM — PETHCTPUPYETCS  yBEIUYCHHE
ME3aHIMAJIbHOTO ~ MAaTpPHKCa,  YTOJIIEHUWE  CTCHKM  KamWwUISIpOB,  OYAaroBbIA  CErMEHTapHBII
[JIOMEPYJIOCKIICPO3/TyOyIOMHTEPCTULIMANBHBI ~ HEePUT  WIM  MHTEPCTULUANBHBIE  TMEHUCTHIC
KJIeTKU. IMMyHOTHCTOJIOTMST OMONTAaTa TIOJATBEPXKAACT JaHHBIE CBETOBOM MHUKPOCKOMUHU. IDJICKTPOHHO-
MHUKPOCKOITUYECKHUMU KPUTEPUSMHU JMATHOCTUKU SIBJISIIOTCS: HWCTOHYCHHE Oa3aibHOM MeMOpaHbI
COCYAMCTOTO KIyOOUKa, €€ paclleluieHHe W TMOsBJIeHHe CIOUCTOCTH. OJHOBPEMEHHO C TOHKHUMH
y4aCTKaMHU BBISBISIOTCS M YTOJIICHHBIC C 3JIEMEHTAMM TPOCBETIICHUS, HANIOMUHAIONIMMU YCITHHBIC
cotel. [To Mepe manmpHeHIIero mporpeccupoBaHUsi OOJE3HU MPOUCXOAMUT JECTPYKIHS TIIOMEPYJIISPHOM
0asayibHOM MeMOpaHbl C €€ JajdbHEeHmuM  yroiineHdeM W auctpodueir [15].  Bsicokoe
BHYTPUKAIMWIUISIPHOE JAaBJICHWE W HEIOCTATOYHBIA CHHTE3 KojutareHa IV THIa TpUBOAAT K TOTepe
CTPYKTYPHOU NEIIOCTHOCTH MEMOpaHbl COCYAMUCTOrO KIyOOdYKa, 4TO, B CBOK O4Yepelb, MPUBOAUT K
paspbiBy KanuuIIpOB M 00pa3oBaHuio moiymecsieB. COrjiacHO TOCHSIHUM JaHHBIM, TOTYMECSIIbI
CBHUJETENLCTBYIOT O  0Oojee  OBICTPOM  IPOTPECCHUPOBAaHMM W OJArompusiTHOM  IPOTHO3E
3aboneBanus. [IpoBojst AHTHUIIPOTEUHYPUUECKYIO Teparnuko MHTHOUTOpaMH AHTMOTCH3MH-
npeBpanfamiero ¢epmenra (paMurnpui, SHajmanpwi). Ee anbTepHATUBOW SBISIOTCS OJOKATOPHI
peuenrtopoB anrnorensuna II (;o3apran, npOucapraH, BabcapTaH).

B tepmunansHo¥ ctamuu XITH mpoBoasT remoauanu3 Wi TpaHCIDIaHTANWIO oyku. [lpumepno y 5%
MAIMEHTOB, MEPEHECIINX TPAHCIUIAHTALUIO TOYKH, pa3BUBaeTcsi HehpUT, 00YCIOBICHHBINH aHTUTETAMHU K
OazasibHOM MeMOpaHe KiIyOoukoB. Yaimie OoH pa3BHUBaeTcsl y JIUI] MY)KCKOTO Tojla ¢ X-CIEIUICHHBIM
HacnenoBaHueM, y kotopbix XITH nocruraer tepmunansHoit craauu a0 30-1eTHEro Bo3pacra.

«JloOpokauyecTBeHHas)» ceMeiiHas reMatypus (001e3Hb TOHKOI 0a3ajbHOI MeMOPaHbI)

DTO TIOMEpyJIoNaTus, Hacleayemas M0 ayTOCOMHO-AOMUHaHTHOMY Tumy. Myrtammu B CFHRS rene
(cemeiicTBo reHoB (akTopa H KOMIUIEMEHTa, BBI3BIBAIOMIMX AKTHBAIMIO KOMIUIEMEHTa B ITOYEYHBIX
kiyooukax) u COL4A3 u/unu COL4A4, kotopbie koaupyroT 04 nenu koyviareHa [V Tumna, mpuBOIuT K
MOBPEX/ICHUIO TOJOIUTOB B Kancyie boymeHa—IllyMIssHCKOTO ¥ W30IMPOBAHHOMY DPa3BUTHIO
riiomepyJonatuu (tadi. 1). OHu sIBIIsIeTCS TIIaBHBIM 3BEHOM IATOTeHe3a CEMEHHON TreMaTypuu.

Yacrora BcTpeuaeMOoCTH 3a00ieBaHus cocTaBisieT oT 5 10 10% oT Bcex HacneACTBEHHBIX HedponaTuii.

OCHOBHBIM KJIMHHYECKAM MPOSIBICHHEM SBJSIETCS TeMaTypusi M NPOTeHHYypHs. 3aboiieBaHue OOBIYHO
MaHu(DecTUpyeT B PaHHEM [ETCKOM BO3pacTe M XapaKTepU3yeTcs HENpelCcKa3yeMOCTbIO CKOPOCTH
nporpeccupoBanus. [Iporpecc npuBoauT k TepmuHanbHOl craguu XITH [25].

[Ipy mnpoBenEeHMU TUCTOJOTMYECKOTO HCCIICAOBAaHUSI OHOMNTATa MOYEK PETUCTPUPYETCS YTOJIICHUE
ME3aHT'MAJIbHOT'O0 MATPUKCA, YBEIIMYCHUE KOJUYECTBA KJIETOK C OTIOKCHUSIMU UMMYHHBIX KOMIUICKCOB B
ME3aHT'MM M CYO3HI0TeNHaIbHONW 00nacTu. [ MCTOXUMHUYECKUE MCCIICJOBAHUS YKA3hIBAIOT HA CHIDKEHUE
akTUBHOCTHU (hakTOpa KoMIuieMeHTa | u MmemOpanHoro kodakropa Oenka [16]. OxoHUATENLHO TTOCTABUTH
JTMAarHO3 TIO3BOJISICT FTeHETHUECKAsl IMArHOCTHKA, C BBISBICHUEM MYTAI[HH.

CJlOXXHOCTh JIMarHOCTUKH CBsA3aHA C TEM, 4YTO TEeMaTypus MOXET OBbITh CHMITOMOM JPYTHX
HETJIOMEPYJISIPHBIX KANWUIAPHBIX 3a00JIeBaHMM, TAaKUX KaK MOJUKUCTO3 TOYEK, THIICPKAIbLIUYPUS,
HekoTopele (opmbl MouekameHHOW Oone3nu. I[loaToMy Beerma cCymiecTByeT HEOOXOIHMMOCTh
TCHETHYECKOTO HCCIICAOBaHMS OJIDKAMIIMX PpOJCTBEHHHKOB, y KOTOPBIX HE MEHee [ByX pa3
perucTpupoBaiach remarypus. Tepamnusi «I00poKadecTBEHHOW» cemeiiHow rematypun U CA CcXOxu.
[IporHo3 GiaronpusITHBIN.
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TyOynonatumn

IIpoxkcumanpubie TyOymomatuu.dochar-quader (rumodocharemuueckuii paxur) (PJ]). Oto X-
CHEIJICHHOE JOMUHAHTHOE 3a00JieBaHHE, XapaKTepU3yolleecs HapylleHHeM TpaHcmopTa (ocdaroB B
MMPOKCUMAIBHBIX KaHalblax mnodek. Onucano 5 ¢opm 3adoneBanus: 1) X-CHEIICHHBIH JOMUHAHTHBIN
(myramust rena PHEX), 2) X-cueruennsiii peueccuBHbiét (mytanusi rena CLCNS), 3) ayrocomHo-
noMuHaHTHBIA (MyTamus rena FGF23), 4) ayrocomHo-penuccuBHbd (MyTanuu rena DMP1) u 5)
ayTOCOMHO-PEIIECCUBHBIN (ochaT-auadet ¢ runepkaipunypue (myranus reaa SLC34A3) (tada. 2) [2].

Ta6HI/IHa 2. 'eHeTHYECKH ACTCPMUHUPOBAHHLBIC T}’6y.]'IOHaTI/II/I 1 X OCHOBHBIC IPOSABJICHUA

[TaTonorus \ JedexTHble reHbI \ XpOMOCOMBI OCHOBHBIE IPOSIBIICHHUS
IIpokcuManbHble KaHAbLbI

3agepxka pocra, O-00pa3HOE HCKPUBIEHHE HOT,

Dochar-macer PHEX; X; nedopmanus KOJ’Iej-IHLIX 1 TOJICHOCTOIHBIX CYCTaBOB,
(rEmodociaemaecke CLCNS; X; YTOJIILIEHNE KOCTEH B 00JIaCTH JIy4ye3arsiCTHBIX
i paxu) FGF23, DMPI; 22.1; CyCTaBOB, CHYKCHHE MBIIIEYHOTIO TOHyca:
SLC34A3 9q34 00JIE3HEHHOCTD B KOCTSIX Oeziep M rojieHeH npu
najgbHalyuu
Hedporodis [Monuauncust, noaMypusi, paXUTONOJ00HbIE
DAHKOHH NPHP1 2 U3MEHEHHMS CKeJIeTa, OTCTaBaHHE B (PU3UUECKOM
Pa3BUTUH, aHEMHUS
IIpokcumaibHEIH pe- OTcraBaHue B pOCTE, OCTCOMAIISLIUS, PAXUT,
HaJIbHBIN TYOYJISIPHBIIH SLC4A4 4921 aHOMaJIMU Pa3BUTHS IJ1a3, CHIKEHUE alIeTuTa,
armno3 (11 Tum) TOIIHOTA, PBOTA, THIIOTOHHS
T — SLC5A2; 16pl1.2; ['moxo3ypust
SLC5A1 22q12.3
[Mporennypus, runepkanbluypus, HehpPOKIBLUHO3,
CLCNS: Xpl1A: runoochaTemMus, MOYCKaMEHHYIO O0JIE3Hb, PAXHT,
Bonesns Jlenra o CRLI’ Xq26 ’ MOYeYHas! HeJJOCTATOUHOCTh, TOpakeHHe I1as,

3a€prKKa YMCTBECHHOI'O pa3BUTHs, MbIIICYHASA
TUIIOTOHHUS

Iletst ['enne

NKCC2; 15q21.1; l'unoxaneryieMus1, rUNepKaIbLLy pHs,
ROMK; 11q24.3; TUIIOKAJIMEMUSI, META0OIMYECKUI aJIKaJo3,
CLCNKB; 1p36.13; THIIEPAIIbI0CTEPOHHU3M
Cunnpom baprrepa BSND: 1p32.3;
MAGE-D2; X;
CASR 3q

JlucranbpHbIe KaHAIBIBI U cOOMpaTenbHbIe TPyOOUKH
CnadocTh, NOBBILIEHHAS! yTOMIISIEMOCTb, TOJIUYPHUS,

Cungpom I'mrensmana SLCI12A3 16q13
HOJIUJUIICHS, CYIOPOTH
I[HCTaanmvH SLC4AL: 17q21-22; OtcraBaHue B GU3NUECKOM Pa3BUTHH,
PECHAIIBHBIN ATP6VIBI-: 2p13: paxuTonogo0OHbIe JedopMaLuy CKeleTa, pBoTa,
TyOyJSIpHBII auuI03 ATP6VOA4 7433-34 TOJIUJIUIICHS], TIOJTYPHSl, He()POKAIBLIMHO3,
(I Tiam) THIICPKAIIBLINYPHSl, YPOJIUTHA3
Hedporennsrii AVPR2; Xq28; [Nonuauncus, noanypusi, pBOTa, CHIXKEHUE
HecaxapHblii iuaber AQP2 12q13 anmneTuTa, HapyleHue U3NUECKOro Pa3BUTHs
MLR; [onmauncus, nonnypus, 3aJepkka GU3NIECKOro
SCNNI1A, SCNN1B, . Pa3BHUTHSI, TUIIEPKATIUEMHsI, METaOOINUECKUIT allU03,
[IceBmorunoanbaocre- SCNNIG: 4q31.1; THIePAILI0CTEPORMIM
pOHU3M WNK4, WNKI, 12p13, 6p13
KLHL3, CUL3
Crupon Juna SCNNIB, SCNNIG 16p12.2 AprepuarnbHas THIEPTEH3Hs, TOIHYPHs, 3aePKKa

(bPBH'—IeCKOI‘O pa3sBuTHA

X-CleMIeHHbI JTOMHHAHTHBIA (ochar-auadeT Hanboee pacnpocTpaHeH. B OCHOBe MATOJOTHHM —
Mytanus B ochar-perynmpyoiiemM reue roMoJIornaHoM sHaonentuaase B jokyce Xp22.1 (PHEX). Oto
NPUBOAUT K CHIDKEHHIO aKTUBHOCTH HATpHii-(ochaTHBIX KOTPAHCIOPTEPOB, OOECIEUHUBAIOIINX
peabcopbuuio pocharoB B IPOKCHMAIbHBIX KaHajblaX. Bo3MOXeH COYCTaHHBINA Ae()EKT BCACHIBAHHUS
(hocdhaToB B KUILIEYHHUKE U UX TPAHCIIOPTA B MPOKCUMAIBHBIX KaHAJbI[AX MoueK. YacTora BCTpEYaeMOCTH
JaHHOTO 3a0oJieBaHUs cpeiau HaciencTBeHHbIX Hedponatwii 1:20 000. Tlepseie npusnaku D]
MOSIBJIIIOTCS Ha 1-2 roay »KM3HH, KOrJa peOCHOK HauyMHAeT XoauTh. OTMeuaeTcs 3amep:xkka pocta, O-
00pa3HOe UCKPUBJICHUE HOT, AchopManys KOJCHHBIX M TOJICHOCTOITHBIX CYCTaBOB, YTOJIICHHE KOCTCH B
00J1aCTH JIy4e3ansCTHBIX CYCTaBOB, CHMIKCHHME MBIIICYHOTO TOHYCA, O0JIE3HEHHOCTh B KOCTSAX Oenmep u
rojsieHeil mpu manenarnmu [3]. B KpoBH perucTpupyroTcs: rumodocgareMusi, MOBBIIICHHE aKTHUBHOCTH
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mesiouHoit  ocdarazsl U CHWKEHHE YypoBHS BuTamumHa Ds;. B moue — runepdocdarypus. Ilpu
MPOBEICHUH PEHTreHorpahuu — MIMPOKUHA MeTadu3, YTONIICHHE KOPTHKAJIBHOTO CJIOSI TPyOuaThIX
KocTei.

Jleuenne @] BrmouaeT HasHadeHHWe BUTaMMHA Ds3, mpemapatoB (ocdopa. Ilpu HEoOX0oaMMOCTH
MPOBOJST KOHCEPBATUBHYIO W/MJIM XHPYPTUYECKYIO OpTONeIudYecKyro Koppekmuio [5]. IIporHoz D]
OJIarONpUSATHBIN, TP CBOEBPEMEHHOM H aJICKBATHOM KOHCEPBATHBHOM U OPTOIEINIECKOM JICUCHHH.

Hedponoptus ®ankoHu

DTO HacleICTBEHHOE 3a00JIeBaHNE MTOYEK, YACTO MPHUBOAIICE K PA3BUTHIO TepMHUHANbHOU ctaguu XITH
y manuentoB a0 20 ser. Belaensior ayTOCOMHO-PEIIECCHBHYI0 UM ayTOCOMHO-JIOMHHAHTHYIO (DOPMBI.
Mytamus B reie NPHP1 (NEPHROCYSTIN 1), pacnonokeHHOM Ha XpoMocoMme 2 B peruoHe 2ql3
MIPUBOJIUT K CHUKCHHUIO aKTUBHOCTH (DEPMEHTHBIX CHCTEM SIUTEIHOIUTOB MTPOKCUMANIBHBIX KaHAJIBIICB,
a TakXkKe TOBPESKICHHUIO CaMHX KIETOK M (GUOpPO3y MHTEPCTHIHA. DTO COMPOBOXKIAETCS HapylleHHEM
peabcopOIy aMUHOKHUCIOT, TJIFOKO3bI, Kajausa, HaTpus, GocdaToB, OMKapOOHATOB, MOYCBOM KHUCIOTHI U
Bojbl (Tabn. 2). Pa3BuBaroTCS MpPOKCHMAbHBIA TYyOyNSpHBIA anuio3, runodochaTeMUUECKUi paxur,
runokanuemus [30]. Hactora Betpeuaemoctu — 1:50 000. DTo 3aboneBanue siisercs npuaunoit 2-10%
ot Bcex cinydaeB XITH B nerckom Bospacte. Cpennuii Bo3pact maHudectaiuu 3a00JieBaHUSI COCTABIISET
6-10 ner. IlepBple cuMnTOMBI (HOYHAS TIONUIUICHUS W TIOJMYPHUSI) PETHCTPUPYIOTCS TPUMEPHO B
Bospacte 2-3 ner. Ilo3ke NPHUCOCAMHSIOTCSA PaXUTOMOAOOHBIE H3MEHEHHS CKeIeTa, OTCTaBaHHE B
¢u3nuecKoM pa3BUTHH, aHeMus. B koHeuHoM uTore HedpoHOGMTH3 DAaHKOHU MPHBOAUT K THKEIOH
MMOYEYHOH HEeI0CTaTOYHOCTH, TPEOYIONIEH TPOBEECHHS TeMOIalIN3a WM TPAHCIDIAHTAIlUH TTIOYKH. bosee
yem B 10% ciyuaeB Hepponod Ty DaHKOHM COMYTCTBYIOT Jlerenepanus cerdarku (cuaapom CeHbopa-
Jlokena tum 1), ama3ust uepBeoOpPa3HOro OTPOCTKa Mo3keuka (cuuapom XKybepa tun 4), pubdpo3 neyeHu
1 KOHycooOpa3Hble anudu3bl (ananr.

Bropuunsiii  Hedpponoptnz dDankonu (cunapom gae  Tonu-/leOpe) o0OYCHOBICH  HaIUYUEM
HACIICJICTBCHHBIX  (IIMCTUHO3, TallaKTO3eMHUs, HACJCJCTBEHHAs  HEMEPEHOCUMOCTh  (DPYKTO3BI,
TUpO3UHEeMHUs, cuHaApoM Jloy, cuHApOM ANBIopTa, 60Ie3Hs BHUIbcOHA, MUTOXOHAPHATILHBIC HAPYIICHUS,
HETNePeHOCHMOCTh JIM3MHYPOBOTO Oelika) M MPUOOPETEHHBIX (aMHJIOHI03, MHOKECTBECHHAs MHEJIOMA,
MapoKcU3MajlbHas HOYHAs TeMOTNIOOWHypHs) 3abosieBaHuid. JlokazaH Takke BKIaJ B €ro pa3BUTHE
JIEKAPCTBEHHBIX CPENCTB (IUCIUIATHH, TEHO(POBHP, JUJAHO3MH, TOMHMpamaT, BaJlbIIPOEBas KHUCIIOTA,
TCHTAMUIIMH) M TSOKEIBIX METAUIOB (CBHHEI, KagMui W pTyTh) [6]. Hambonee gacTol mpuImHON
cugpoma DaHKOHM Yy JETel SBJISETCS [UCTHHO3. DTO ayTOCOMHO-PEIECCHBHOE 3a00JieBaHUE,
XapaKTEePU3YIOIeecs] HAKOIICHUEM KPUCTAUIOB LMCTHHA BHYTPH JIM30COM U COMPOBOXIAIOIICECS
MIPOTPECCUPYIONINM MOPAKEHUEM HHTEPCTUIIATBHON TKAHH TIOYEK.

Jlns muarHocTHKY HedpoHOPTH3a DaHKOHW MPUMEHSIOT OOIIMe W OMOXUMHYECKUE aHAIU3bl KPOBU H
mouH, Y3 nouek, MonekyiIsipHO-rTeHeTHIecKkue MeToAsl. [Ipu npoBeaennn Y3U modek peructpupyercs
TIOBBIIIICHHAS] SXOT€HHOCTh W KOPTHKOMEIYJUISPHBIE KHUCTHL. [IpM THCTOJOTMYECKOM WCCIIEA0BaHUHN
ouonTara perucTpupyercs Tpuazaa: 1) KOPTUKOMEAYJUISIpHbIE KUCTHI (2—8 MM B auameTpe) B o0JjacTu
coOuparenbHbIX TpyOouek, mnemie [eHiie W B JUCTANbHBIX KaHANbIAX; 2) YTOJIICHUE Oa3aibHOMN
MeMOpaHbI; 3) IereHeparys MUTeIHs.

Jledenne cummnromarndeckoe. IIpoBoauTCS MOXU3HEHHASsT KOPPEKIUS SJIEKTpONUTHOro OamaHca. Ilpum
XIIH mnoxa3zan remoauanu3 wid TpaHciuiantainus mouku [10]. TIporHo3 3aboseBaHust 3aBUCHUT OT
MIEPCIIEKTUB TPOBEACHUS TPAHCIUIAHTAIIMA TIOYKH. [IpM HEBO3MOXKHOCTH JTOH OMNEpalul HCXOJ
HeOJIaronpusTeH.

IMpoxcumanbHblii peHaJbHBI TYOyasapHbIi aumuao3 (mPTA) (II tum)
DTO Pa3HOBUHOCTh TYOYJIONATUH, XapaKTePU3YIOIIAsACs HapylieHueM peabcopOiuu OMKapOOHATOB B
MIPOKCUMAIBHBIX KaHaJbllax. brIBaeT MepBUYHBIN 1 BTOPUYHBIH.

Boeigensitor 3 Tuna HacienoBaHus: 1) ayTOCOMHO-AOMWHAHTHBIM, 2) ayTOCOMHO-PEIIECCUBHBIM C
MATOJIOTHEH I1a3 U OTCTaBAaHMEM B YMCTBEHHOM pa3Butuu (Mmytarms reHaSLL.C4A4 B xpomocome 4q21,
MPUBOJISINAS K HAPYIICHUIO CTPYKTYPbl HATPHUU-OMKapOOHATHOrO KOTpaHcmoprepa-1 Ga3onaTepanbHOMN
MEMOpaHbl TMPOKCUMAJbHBIX KAaHAJBIEB) M 3) CHOPaAMYECKUN (TPAH3UTOPHBIM JETCKUH U
MEPCUCTUPYIOIIUI B3pociblif) (Tabdm. 2) [1].

[Matorene3 nPTA cBsi3aH co cHUKEeHHUEM akTUBHOCTH MUTOXOHApUanbHOM HCO3-AT®d-a3b1 B MeMOpaHax
SIUTENUST MMPOKCUMAIBHBIX KaHAJIBIEB W/WIH KapOOaHTHAPa3bl TUIA3Mbl. DTO NMPUBOJUT K CHIDKEHHIO
peabcopbumn  OumkapOoHatoB,  (ochaToB,  MOYCBOM  KHCIOTHI,  IJIFOKO3bI,  aAMHHOKHCIIOT,
HU3KOMOJICKY/ISIPHBIX ~ OcikoB [26]. 3aboieBaHue dYalle acCOLUMUPYETCS C I'eHEPaIn30BaHHOMN
MUCHYHKIMEH MPOKCUMANIbHBIX KaHAIBIEB Kak 4acThio cuHapoma Dankonu. M3omupoBanusiii nPTA
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BCTpeUaeTcsl Pelko (4actora He u3ydeHa). 3abojieBaHME JUATHOCTHPYETCs B Bo3pacte 1-18 mecsies.
OCHOBHBIM KJIMHHYECKUM CHMIITOMOM SIBJISIETCS JIEMHUHEPAIHU3aInsl KOCTHOH TKaHU (OTCTaBaHHE B POCTE,
OCTeOMAJISLIUS, PAaxWUT) W3-3a HapyuieHus (ocdarHoro odmeHa. [Ipu ayTOCOMHO-PEIECCUBHOM THIIC
HACJICJIOBAHUS TIPUCOCIUHSIOTCS TJIa3HbIE aHOMaJK (TJIayKoMma, TojiocaTasi KeparonaTus) U OTCTaBaHUE
B YMCTBEHHOM pa3BUTHH. [Ipu TpaH3UTOPHOM MIIAJACHUYECKOM TUIIE — CHIIKEHHUE amlleTuTa, TOITHOTA,
pBota, runoTonusi [14]. Bropuunsiii nPTA o00ycnoBieH HamuMuuMeM HACIEACTBEHHBIX 3a00JeBaHUN
(TMCTHHO3, TalakTo3eMusl, THpO3UHEeMHs, Oose3nb Bunbcona, cuaapom Jloy, cuaapom Illerpena u ap.).
Takxke OH MOXET ObITh BbI3BaH TOKCUYECKUM BO3JICHCTBHEM Ha MPOKCHUMAJIbHBIE KAHAJIBIBI HEKOTOPBIX
JICKAPCTBEHHBIX CPEJICTB (MHTUOUTOPHI KapOOAHTUIPA3bI).

JIMarHOCTUYECKUMH KPUTEPUSIMU SIBIISIIOTCS: OMOXMMUYECKHI aHanu3 KpoBu W mouH, Y3U mnouek,
TeHETUYECKUI CKPUHHHT, KOHCYJIbTAIMsI OTAIbMOJIOTa ¥ HEBPOJIOoTa.

Jleuenue: exenHEBHAS HENPEPHIBHAS 3aMECTUTENIbHAS Tepanus OMKapOOHATOM HATPUS WM LUTPATHOH
cMmechio [20]. TIporHo3 mpu aieKBaTHOM MOIIISIaYUBAOIIEH Tepanuy 0JIarOnpPUsTHBIN.

PenanbHas rioko3ypus

DTO HACJIEACTBEHHOE 3a00JieBaHMEe, XapaKTEpU3YIOIIeeCs CHIKEHHEM peadcopOlMu TIIIOKO3bl B
MMPOKCHUMAIBbHBIX KaHAJbIAX MOYEK, CTOMKOW TIMKO3ypHel Ha (hOHE HOPMAILHOW KOHIICHTpAIMU €€ B
kpoBu [40]. B 3aBHCHMOCTH OT THIIA HACJIEIOBAHUS BBIACIAIOT: 1) TUII A — ayTOCOMHO-IOMHHAHTHBIN
(obycioBneH myrtanuer reHa SLCS5A2 HaTpUH-TIIIOKO3HOTO KOTpaHCIIOpTepa-2, XpoMocoMbl 16p11.2) u
2) tun B — ayrocomHo-penieccuBHbIi (MyTarus rena SLCSA1 HaTpUil-IIIIOKO3HOTO KOTpaHcnopTepa-1,
xpomMocombl 22q12.3) (tabi. 2). dedekT HaTpuid-IiI0Ko3HOro korpancmoprepa-2 (SGLT2) B S1 u S2
CerMeHTaX, a TaKKe HAaTpUH-TIIOKo3HOro korpaHcmopTrepa-1 (SGLTI) B S3 cerMeHTe IOMHHAIBHON
MeMOpPAaHbI SMUTEITHOIUTOB MPOKCUMAJIBHBIX KaHAIBIIEB, IPUBOIUT K CHIXKCHHUIO PeabCOpOIIMU TIIFOKO3bI
¢ pa3BuTHeM riroko3ypuu [39]. Hactora BcTpedaemMocTr BappupytoT oT 1 10 6% cpenyu HacleICTBEHHBIX
Hedponatuil. 3aboyieBaHUE MOXKET HAONIONATHCS BO BCEX BO3PACTHBIX rpymnmnax. I[locraHoBka
OKOHYATENIFHOTO JMarHo3a OCHOBBIBAETCS HA JAaHHBIX aHaMHe3a, OMOXMMHYECKOTO aHalM3a MOYH H
FEHETUYECKOr0 CKPUHHHT .

PenanpHas riroko3ypusi THma A XapakTepusyeTcs HallMdheM JIeTKOW TIIOKO3YpHH W HMEEeT
OnaronpusTHRIA POrHO3. st KOppeKuu HeoOxonuma Oorarasi yrieBofamu aueta. Tun B Bkitowaer:
TIIIOKO3YPHIO, TITFOKO30-TAIAKTO3HYI0 MalibaOCcopOIui, HeGpoKaabIHHO3/HEDPOIUTHA3, IUAPCI0 U
o0Oe3BoxkuBaHue. TakuM MalMeHTaM MMoKa3aHa JAUeTa, UCKITI0YAloIas MPOAYKThI, COIEPIKAIIHE TIIIOKO3Y U
ranakro3y [37]. B menmom, peHanbHAas TIIOKO3YpHS SIBISETCS AOOPOKAaYEeCTBEHHBIM 3a00JieBaHHEM, HE
TPeOYIOMIMM CHIEIU(PUUSCKON TEpaInu.

Boue3ns [lenta

D10 peneccuBHOe X-CIEIUICHHOE 3a00JCBaHMEM C IOPAXCHHEM NPOKCUMAJIbHBIX KAHAJIBIIEB.
[IposiBisieTcs y MAIMEHTOB MY>KCKOTO IT0JIa B JETCKOM JIHOO FOHOIIEcKoM Bo3pacte. [11] 3aboneBanue
obycinorneno myranusimu rera CLCNS, pacnonoxennoro Ha xpomocome XpllA (1 tun Oone3nu
Jlenra), u rera OCRLI1 (2 tum 6one3nn JleHra) xpomocoMbl Xq26 (Tabm. 2). HacToTa BCTPEYaeMOCTH
Hen3BecTHa (ormrcaHo okojio 250 cemeti ¢ Oone3nsto [lenTa) [23].

Kinnnueckass kaptuHa 1 Tuma Ooje3Hw JleHTa BKIIOYAaeT HU3KOMOJICKY/ISIPHYIO IIPOTEHHYPHIO,
TUIEPKAIbIMYPUI0, HE(YPOKAIBIIMHO3, rUNohochaTeMuto, MOYEKaMEHHYIO0 0O0JIE3Hb, PAXUT M MEJJICHHO
MIPOTPECCUPYIONIYI0  TOYEYHYI0 HEJOCTaTOYHOCTh. 2 THn Oose3Hn JleHTa XapakTtepuzyeTcs
JIOTIOJTHUTEIHHBIM ITOPAXEHUEM TJ1a3, OTCTABAHHEM B TICUXWYECKOM U (PU3NYECKOM pa3BUTHH [4].

[Ipu mpoBenennn Y3U mnodek peructpupyercs: npuzHaku HedpokanblmHo3a. Takxke, Npu MOCTAaHOBKE
JIMarH03a, YYMTHIBAIOTCS JTAHHBIE T'EHETHUYECKOr0 HMCCIICIOBAaHUS M OMOXMMUYECKOTO aHAJM3a KPOBH U
MOYH.

Tepanus BKJIIOYAET MEPONPHITHS HAIpaBICHHBIC Ha KOPPEKIHUIO anumo3a (pacTBOPBI 3JEKTPOJIHMTOB,
BHYTPb) U CHIDKEHHUE THUIEPKAIbIUypun (TUIpoxyiopTHasum). [Ipu npaBuiibHO MOA00PaHHOM JICUSHUH
MIPOTHO3 ONArONPHUATHBIN.

Tyoynonatuu neriu ['enne

Cungpom baprtrepa. 3DT0 ayToCOMHO-pelieCCUBHOE 3a0o0yieBaHue, OOYCIIOBIEHHOE HApYIICHHEM
peabcopOMy  HATPUsl M XJIOPHIOB B BOCXOIMAMIEH dYacTh mHeTIn I[ennae. XapaKTepH3yeTcs
TUIOKaTUEeMHEH, THITOXJIOpeMHel, MeTaOONMYEeCKMM  ajKajio30M U THIepaibaocTtepoHm3moMm [1].
YacroTa BCTPEYaeMOCTH CPEAM NMAIMEHTOB ¢ HacIeICTBeHHbIME HedpponaTusmu 1 : 1 000 000.
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B 3aBUCHMOCTH OT KJIMHHYECKMX OCOOCHHOCTEH, CMHIApOM baprepa mojapaszieisioT Ha HeOHaTalbHBIN
(nuarHocTHpyeTcs 10  POXKICHHSA) W KIACCHMUeCKWH  (MPOSBISIETCSS B PaHHEM  JIETCKOM
Bo3pacte). HeoHaranbHbI OTHOCUTCS K TsXellod (opMe C aHTEHATaIbHBIM MPEJISKAHUEM IUI0JA,
MHOTOBOJIUEM, MTPEIKACBPEMEHHBIMU poaMu U nosnypueii [18]. TIposiBieHus Kiaccu4eckoro Tumna oosee
nerkue. B paHHeM JE€TCKOM BO3pacTe PEeruCTPUPYCIOTCS MOJUYPUsl, TIOJIUIUIICUS U MBILICUHAs Cl1a00CTh.
Beigensitor 6 tunoB 3aboneBanus (Tabn. 2): tun | (HeoHaTanbHbI cuHApoM baprrepa). MyTaius reHa
NKCC2 (;tokyc SLC12A1, xpomocoma 15q21.1), npuBoasias K CHHKEHHIO aKTHBHOCTH HATPHH/KaIUH
XJIOPUJHOTO KOTPAHCIIOPTEPA B BOCXOJSIICH yacTu nemiu [ eHiie, yMEHbIICHHI0 peadcopOIuu HaTpus,
CHI)KEHHIO BHYTPHCOCYJUCTOTO 00beMa, aKTUBAIIMHM MPOAYKIIMY PEHUHA M aJbJIOCTEPOHA, ITOBBIIICHHIO
AKCKpEIUH Kajdus 1 MeTabomndeckoMy ankanosy; tur Il (HeoHatanbHBINA cuHApoM baptrepa). Myrarus
resa ROMK (imokyc KCNJ1, xpomocoma 11q24.3), mpuBomsmias kK HapymieHuro (QyHKun ATO-
YYBCTBUTEJILHOTO KaJMeBOrO0 KaHaia B Bocxomsmied dactu nermm [ennme; tun Il (kmaccuueckuit
cungpom baprrepa). Mytanus rema CLCNKB (1p36.13), npuBoasiias K U3MEHEHHIO CTPYKTYPbI
MMOYEYHO-CTIENU(UIHOTO XJIOPUIHOTO KaHaja B BOCXOAAIIEH dYacTH TeTnu [eHie, CHIKEHHUIO
peabcopOuy XJIOPUAOB, THIOBOJEMHUH, TI'HIIOKAIMEMHUYSCKOIO0 METa0OJMYeCKOro aikamosa, Ttam [V
(HeoHaTanbHBIM cUHAPOM bapTTepa, accONMUPOBaHHBIA C CEHCOHEBPAILHOW TYrOyXOCTHIO). MYyTallus
rera BSND (1p32.3), npuBoasiass K HapylICHUIO CTPYKTYpbl MEMOPaHO-CBSI3aHHOW CYOBbEIMHHUIIBI
XJIOPUHBIX KaHAOB; TUI V (TpaH3uTOPHBIN, X-CIEIUICHHBINA PelleCCUBHBIN) — MyTaius rena MAGE-D2.
OH xapakTepu3yeTcss MHOTOBOJIMEM, CIIOHTaHHBIM Pa3pelIeHneM TOJINYPHUH, CHH)KCHUEM KOHIIEHTpAIUi
peHUHA U aJbJOCTEPOHA B KPOBHU, a TaKXKE CHIKEHHEM YPOBHs mpocTarjanamHa E2 B moue; tum VI
(ayrocomMHO-mOMHHAHTHAsT Tunokanbiuemus). Myrtamuss rena CASR, mnpuBojsimas K HapyIICHHIO
peabcopOi  KaiblMsi W MarHusl. XapaKTepU3yeTcs THUNOKaIbIUEeMHel, THIepKaIbIInypHeH,
TUIMOKATUeMHEH, METa0OIMUECKIM aJIKaI030M U TUIIEPaibIOCTEPOHU3MOM [29]

OCHOBHBIC IHArHOCTHYECKHE KPUTEpUU 3a00jIeBaHUSA: OMOXMMHUYCCKHAN aHAIU3 KPOBHU, OOIIMI aHAIHM3
MouH, Y3U novek, reHeTUYeCKHi CKPUHHHT.

Jledenne noKu3HEHHOE W HAMPABJICHO HAa YCTPaHEHUE JIeTHIpaTalny (H30TOHMYECKUI pacTBOp HATpPUs U
Kalusi XJIOpU/a), NPUMEHEHHE WHTUOUTOPOB OHOCHHTE3a NPOCTArNIAHAMHOB (MHIOMETAllMH) |
aQHTaroHHUCTOB albIOCTEPOHA (CIMPOHOJIAKTOH, SIICPEHOH, aAMUJIOPH). HHruburopsl
AQHTMOTCH3MHITPEBPAIIAIOIIET0 ()EPMEHTA MOTYT OBITh UCIOJIb30BAHBI JIMOO NIPU HAJIMYUU TPOTCHHYPUH,
0o 11 KoppeKuuu runokaniueMuu. [32]. [Iporuo3 GiaronpusTHBIN.

JducTanbHble TyOyaonaTun

Cunapom ['mrenpMana. 9T0 ayTOCOMHO-PEIIECCUBHBIN THT TyOyJIONaTHH, XapaKTepPHU3YIOIUIiCs TOTepen
anekTpoauToB. Myrtamuu reHa SLCI2A3 B xpomocome 16ql13 mpumBomar k muchynkmum NaCl-
KOTpaHCIIOpTepa B JAHWCTAIBHBIX W3BUTBHIX KaHAIBIAX II0YEK, CHIDKeHUIo peabcopbumum NaCl c
MOCTIEAYIONIMM Ppa3BUTHEM THIIOBOJIeMHHM (Taby. 2). DTO CONMPOBOXKIACTCS AaKTHBAIMEH pPEHHH-
AQHTMOTCH3MH-AJIBJOCTEPOHOBON  CUCTEMbl U PAa3BUTHEM TUIOKAIMEMHUM, TUINOMArHe3eMUH U
MeTaboJIMdecKoro ankano3a. Yacrora BctpedaeMocT — 25 : 1 000 000. OOprgHO 3a00J1€BaHUE MMPOTEKATh
O0eccuMnToMHO. MHOrma B MO3MHEM JETCKOM WM B MOJPOCTKOBOM BO3PACT€ MOTYT MOSBISITHCS
¢1a00CTh, MOBBIIIEHHAS] YTOMIIIEMOCTb, MOJIUYPHUS U MOJUAMIICUS, UHOrAa cynopord [35]. CuUMITOMBI
00YCJIOBJICHbI TUNOKAJIUEMHEH, TUIMOMArHUEMUEH, TUIEPPEHUHEMUEH, TUIePaIbIOCTEPOHU3MOM H
TUIOKAJIBIINY PUEH.

OCHOBHBIMH IUATHOCTHYECKUMU KPUTEPUSIMH CITyKAT OMOXUMHYECKUI aHamu3 KpoBu, MouH, Y3 nouek
W TEHEeTWYECKWHA CKpUHHUHT. VHOTIA €IWHCTBEHHBIM NPU3HAKOM CHHIpOMa [ WTenbMaHa SIBISIIOTCS
CyIIOpOTH, CBsI3aHHBIC C runoMarnueMueid. OmnucaHbl ciay4au, Korja 3a0oJieBaHHE BIEPBbIC ObLIO
JIMarHOCTHUPOBAHO BO BPeMs OEPEMEHHOCTH U MPOSBISUIOCH H3MEHEHHUEM 3JIEKTPOJIMTHOTO OajiaHca KPOBU
6epemennoit [13].

Jledenune cuaapoma ['mTenbMaHa 3aKII0YACTCS B COONIONEHHUN TUETH, OOraToii MaraueM u KaimeM |[8].
[IporHo3 B GONBIIMHCTBE CITy4aeB OJIar ONPHUSTHBIN.

JAucTanbHblil peHadbHbI TYOyasapHbIid auuao3 (IPTA) (I Tum)

DTO reHeTHUYECKOe 3a00JIeBaHUE, CBSA3aHHOE C HAPYIICHUEM 3KCKPEIMU MOHOB BOJOPOJA B JTUCTAIBHBIX
oraenax Hedpona. XapakTepU3yeTCsl CTOHMKOH THIIEPXJIOPEMHEH W CHCTEMHBIM METa0OIHMYECKHUM
anma030M. YacToTa BCTpeuaeMOCTH cpeliu AeTel ¢ HacaeacTBeHHbIMU Hedponatusmu 1 : 40 000.

B 3aBucuMoOCTH OT JIOKAaIU3aIMKM MYTallUM B IeHaX, KOJUPYIOIIMX TPH Pa3IMYHBIX TPAHCTIOPTHBIX Oeka
B SMHTEIHONUTAXTUCTANBHBIX KaHAJBIEB, BBIOCISIIOT 3 THma mepBuuHoro APTA (tabm. 2) [33]: 1)
AyTOCOMHO-ITOMUHAHTHBIN (MyTarus reHa B jokyce SLC4A1 xpomocomsr 17q21-22). Xapakrepusyercs
HApYUICHUEM CTPYKTYPhl XJIOPUIAHO-OMKApOOHATHOTO aHTHIOpTEepa-1, BCIEACTBHE 4YEro CHIDKASTCS
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bynkuus H'-AT®asbl 6asonaTepaibHOd MeMOpaHbl KOPTHKAJIbHBIX COOMpAaTelbHBIX TPyOouek; 2)
AyTOCOMHO-pPEIIECCUBHBIA C TYroyxocThio (MyTamus reHa B Jiokyce ATP6VIB1 xpomocomsr 2pl3).
OtnuyaeTcs HapylueHueM cTpyKTypsl Bl cyOobenunuibl H -AT®a3bl BO BCTABOUHBIX KJIETOK IIOIYJISALIMI
A KOPTHKAJIBHBIX COOUPATENBHBIX TPYOOUeK; 3) AyTOCOMHO-PELECCUBHBIN 03 Tyroyxoctu (MyTanus
rena B Jokyce ATP6VOA4 xpomocombl 7q33-34). Ona compoBOXaaeTcs MOBpEeKIcHHEM anbha-4
cyOobenuanipl H-AT®a3ssl BCTABOYHBIX KIETOK AlMKAIbHOM MEMOpPaHbl KOPTHUKAJIBHBIX COOMPATEIbHBIX
TpyOouek [1, 7].

Cunraercsi, uro y nmereii nPTA Bcerma siBnsieTcsl NEpBUYHBIM, T.€. HACIEICTBEHHBIM. 3a0oJeBaHUE
MaHudecTUpyeT B Bo3pacte 6 MmecsieB — 2 JieT. XapaKTepHO OTCTaBaHUE B (PU3MUECKOM Pa3BUTUH H
paxuTonoAoOHbie  AehopMalMKd  CKeJIeTa, PBOTA, MOJMAWICHS, MOJUYpUsi, HEPPOKAIbLHUHO3,
TUNIEPKATBIUYPUS U ypoiuTua3. JlJis MTUAarHOCTUKH PYKOBOACTBYIOTCS PE3yJNbTaTaMH T€HETUYECKOTO
CKPUHUHTa, OMOXUMHUYECKUX HCCICAOBAaHUN KPOBH U MOo4H, ¥ 3M movek u peHTreHorpadum.

[enbro Tepanuu sBISETCS BOCCTAHOBJICHUE POCTA, JIMKBHUAIUS U3MEHEHHMI B KOCTSX M MPO(UIAKTHKA
JTATbHEWIIIETO OTJIOKEHHUsI Kablus B MOoYKax. JlekapcTBeHHas: Teparusi BKIIIOYaeT: OMKapOOHAT HATpus
W/WH [IUTPATHYIO cMech, BUTamMuH D3 [31]. Ecnu nevyenue Havyato 70 MOSIBICHUS HE()POKAIBI[MHO3A —
MIPOTHO3 ONArONPHUATHBIN.

Hedporennslii HecaxapHblii 1nadet

OT0 HacjeICTBEHHOE 3a001eBaHue, XapaKTepu3yolLeecs MoJuypuei 1 KOMIEHCATOPHON HONMUAUIICHEH.
3aboneBaHue pa3BUBACTCS W3-3a CHIDKEHHsA peabcopOuuu BoAbl B coOupartenpHBIX TpyOoukax. Ha
HaclleICTBEHHbIH He(poreHHbI HecaxapHbli numaber npuxoxutcs 1-2% oT Bcex ciydaeB auabera
LEHTPAJIBHOTO M peHaJbHOTO TeHe3a. YacTora BcTpedaemoctu cocrasisier 3 : 100 000.

B 3aBucuMocTu OT Tuma HaciieoBaHMs BBIACTSAIOT 2 (opmbl: 1) X-cueruieHHas peueccuBHas U 2)
ayrocoMHo-perieccuBHas. IlepBas Qopma obOycnoenena wmyrtaumeit rera AVPR2 B nokyce Xq28
XPOMOCOMEI, KOAMPYIOIIETro penentop K Bazonpeccuny (V2R) B cobuparenbHbIX TpyOoukax (Tabm. 2).
DTO IPUBOJUT K HEBO3ZMOXXHOCTH CBSI3BIBAHMS Ba30MPECCHHA C COOCTBEHHBIM PELIENTOPOM M CHIKEHHUIO
ero aHtuaumyperudeckoro 3¢dexra. PaznuuHble MyTaluM CBsI3aHbl C pa3HOl PE3UCTEHTHOCTBIO K
TOPMOHY. X-CLEIUICHHbIM BapHaHT HacJeIOBaHUS XapaKTEpU3yeTCsl BBIPAKEHHON MOJIMypHEH Yy JIHIL
MYXKCKOT'O TI0JIa, a Yy JKEHIIUH 3a00JEeBaHUE IIPOTEKaeT OECCUMITOMHO. Y HHUX IOIHUYPHUS MOXKET
Pa3BUTHCSA TOJIBKO IIPU OEPEMEHHOCTH.

AytocomHo-perieccuBHas hopma 3aboneBaHusi 00yclIOBIIeHa MyTalUsIMU B TeHe akBanopuHa-2 (AQP2,
nokyc 12ql13  xpomocomsbl). XapakTepHO CHIKEHHE KOJIMYECTBA KaHAJIOB  aKBaloOpHHA-2,
JIOKAJM30BaHHBIX B COOMpPATENBHBIX TPYOOUYKaX, YTO CHU)KAET MAacCHBHYIO nuddy3uro Boasl [1].

[TepBble cumnToMbl 3a00seBaHMs (TIONMUIUIICHS, TIOJUYPHSI, PBOTA, CHU)KCHUE alleTUTa U HapyIlIeHUES
(hu3uYecKOro pa3BUTHS) MPOSBISIOTCS B PaHHEM JeTckoM Bospacte [38]. TunuuHbIMH TpHU3HAKAMH
00€3BOXKUBAHUS SIBJISIIOTCS CyXOCThb W CHW)KGHHE Typropa KOXH, YIIyOJCHHBIC TJIa3HbIe S0JIOKH,
YBEIMUYEHHE TEePHOPOUTAIILHON CKIAAUaTOCTH M BJABJICHHBIM mepenHui poaHumdok. [locrme Hauama
Tepanuu OOJBIIIMHCTBO U3 3TUX CUMIITOMOB Hcue3aroT. CToMKas MOJNYyPHs MOXKET MIPUBECTU K PA3BUTHUIO
MEramucTUTa TMOoYeK, TpaOeKyJIMPOBAHHOTO MOYEBOrO ITy3bIpsi, THIpPOypeTepa H THIApOoHedpo3a.
[ToBTOpSsIFOIIMECs 3MHU30/16I PBOTHI MOTYT SIBUTHCS] IPUYNHOW YMCTBEHHOM OTCTANIOCTH [9].

JIMarHOCTUYECKUMHU KPUTECPUSIMU SIBJISIFOTCS: OMOXMMHMYECKUN aHaliu3 KPOBH M OOIIMI aHATU3 MOYH,
mpoda ¢ SK30ICHHBIM AHTHJIUYPETHUYECKUM TOPMOHOM W TE€HETHYECKUN CKpUHHHT. OCHOBHOH IENBIO
TEepanuy SBISETCS BOCIIOJIHEHHWE TOTEPh JKUAKOCTH. llpumenstor 5% pacTtBop TUIIOKO3BI (TIpU
BBIpOKEHHOU jAeruzapataiuu), auyperuku (rugpoxioporuasupa), HIIBC (unmomeranuH OJOKUpYEeT B
MOYKaX CHHTE3 MPOCTAMNIAHIWHOB, SIBISIOIIMXCS AHTArOHUCTAMHU AHTHUIUYPETHYECKOro ropMmona) [12].
Taxoke manueHTam Moka3aHa JUeTa ¢ HU3KUM COJICPYKaHUEM COJTU U OeJIKa.

Bpoxaennbiii HepOreHHbIl HecaxapHbli UabET B PaHHEM JETCKOM BO3pPAcTe€ 4YacTO MPUBOJIUT K
JeTaJbHOMY HcXonay. Uem mo3ske 3a0oeBaHne MaHH(PECTHPYET, TEM OJaronpusaTHee MPOTHO3.

IceBaornnoaba0CcTEPOHU3M

DTO TeHeTUYeCKH OOYCIIOBICHHOE 3a00JIeBaHNE, CBS3aHHOE C HU3KOM YyBCTBUTEIHHOCTBHIO PEIETITOPOB
KaHAJIBIICBOTO JIHTEIUS K ampiocTepoHy. Yacrora BcTpewaemoctm 1:47 000 [1]. CHmwxkenue
YYBCTBUTEILHOCTH K abJIOCTEPOHY BJIEYET 32 COOOM CHMKEHHE SKCKPEIUH Kajus M BOIOPO/Ia, a moTepst
HaTpUsl BJEUYET 32 COOON yMeHbIIEHHE O0bEMa >KMIKOCTH B OpPraHM3ME, Pa3BUTHE AETHApATallid U
nuctpoduio [21]. B 3aBucHMMOCTH OT THIIA HACIEIOBAaHUS BBIACIAIOT: 1) ayTOCOMHO-IOMHHAHTHBIN
TICEBOTUITOATBIOCTEPOHU3M | THIIa, 2) ayTOCOMHO-PELIECCUBHBIN TICEBIOTUIIOATBIOCTEPOHN3M | THIa 1
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3) ayTOCOMHO-IOMHMHAHTHBIN TmceBjorunoanbaocreponn3m Il tuna (curgpom [opmona) (tabia. 2).
[Tocnennuii BcTpevyaeTcs KpaitHe PeaKo.

AyTOCOMHO-TOMHUHAHTHasI peHajabHast (popma 3aboneBaHus oOycioBieHa mytanueid rera MLR (4q31.1
XPOMOCOMBI) MHHEPATOKOPTHKOUIHBIX PEIENTOPOB B COOMPATENbHBIX TpyOoukax. AyTOCOMHO-
peliecCUBHAs TIOJIMOPTaHHAast (popMa CBsI3aHa C MYTAlMsAMHU B T€HAX, KOJUPYIOUIHX O, B, T CYyObEIUHHIIBI
HaTpUEBBIX KaHaoB cooupaTtenbHbix Tpyoouek (SCNNIA, SCNNI1B, SCNNI1G, 12p13, 6p13).

3aboreBaHNe HAYMHACT MPOSIBIATHECS B HEOHATAJIHHOM MEPHOJIE HONUIUIICHESH U ONUYPHEH, 3aIepiKKOMH
(bU3NUECKOr0 pa3BUTHSA, TUIIEPKATMEMUEH, METa00IMIECKUM alliI030M U THUIEPabI0CTePaHU3MOM (U3-
3a TOTEpU OTPHIATENBFHON OOpaTHOWH CBs3M). Y MAIMEHTOB C ayTOCOMHO-JOMHHAHTHBIM THIIOM
HacJeJoBaHUs 3a00JeBaHNE MPOTEKAET B JIETKOH (opMe, 3a KOTOPOI cO BpeMEHEM CJIeayeT CIOHTAaHHAS
pemuccus. [Ipn ayrocomuo-peneccuBHoi (opme (dactora Berpedaemoctd 10% cpemur Bcex (opm
TICEBIOTUIIOATIHIOCTEPOHN3MA) JTO00ABISIOTCS CHMIITOMBI CO CTOPOHBI OpPraHOB-MHIICHEH (TOTHHIA,
CBIITb, MyKOBUCIHO03) [22].

[cesnorunoanpaocreponusm tuna Il (cungpom [oppoHa wiau  ceMeliHas TUIEpKaTHeMHUYECKas
TUIICPTECH3HUA) UMECT ayTOCOMHO-JOMHHAHTHBIN THI HaciaemoBaHus. Mytaruu B reHax WNK4, WNK1,
KLHL3, CUL3, konupyrOImuX KAHA3EI, TPUBOIST K MOBBIIICHUIO peadCopOITMy XjIopa U HATPUS B TETIIC
lenne W CHIWKEHWIO SKCKpEIMHM Kajusl W BOJOpOJa B coOuparenbHBIX TpyOoukax. 3aboneBaHue
XapaKkTepu3yeTcsl CTOMKOW  THIEPTeH3HWEW, TUIEpKAINEMHUEH, THUIepXJopeMHueld, YMEpEeHHbIM
MeTabOJIMYECKUM alM030M, CHUKEHHEM B KPOBH YPOBHS peHUHA [34].

I[I/IaFHOCTI/IKa OCHOBBIBACTCA Ha JaHHBIX aHaMHE3a, OMOXHMMHUYECKOTO aHaau3a KpOBH M MOYH,
TEHETUYCCKOI'O CKpUHHUHIA.

[Manuentam ¢ I TUIIOM TCEBJOTUIIOATBLOCTEPOHU3MA PEKOMEHIYIOT MPUIEPKUBATHCS JUETHI, OOraToi
COJIBIO, MPU HEOOXOJAMMOCTH HCIOJIb30BaTh OWKAapOOHAT HaTpus (Ui KOPPEKIMU METabOIUYEeCKOTO
aruno3a). Tepanust Il TMna BKIIIOYAET JAMETY C OTPAHUYCHUEM COJIM U JUYPETHKHU (TUAPOXJIOPTHA3ZUN).
[Iporuos 6omnee O6maronpusiten 11 | Tnna (ayrocoMHO-moMHHAHTHOTO). [Ipn ayrocomHo-penieccuBHOM 11
THUTIE BO3MOXEH JIETATLHBINA UCXO/I.

Cunapom JInaaia (mceBaoaabI0CTEPOHN3M)

D10 TYOyJIONATHSA C ayTOCOMHO-IOMHHATHBIM TUIIOM HacienoBanusa. Mytarmuu B SCNN1B 1 SCNN1G
reHax (Jmokyc 16pl2.2) mpuBOmSAT K HApYIMICHUIO CTPYKTYpPBl B M T CYOBCIMHHII aMIUIOPHII-
YYBCTBUTEJIbHBIX HATPUEBBIX KAHAJIOB B 3MUTEIHOIUTAX COOUPATENBHBIX TPYOOUYEK KOPKOBBIX HE()POHOB
(Tab. 2). DTO BBI3BIBACT yBEIMUYCHHE PeaOCOPOILMU HATPUS U DKCKPEIUH KaJlHs, YBEIMYCHHIO 00beMa
KpOBHU, CHIDKEHHIO CHHTE3a PEeHUHA M albaocTtepoHa. Yactora BcTpeuaemoctu — 1,5% cpemu nmereid ¢
apTepuagbHOM TunepreHsuei [36].

3aboneBaHnue MaHudecTUpyeT B paHHEM JeTckoM Bospacte. Ero mnposBneHus: aprepuajbHas
THIICPTEH3HS, MOJIAYPHs, OTCTaBaHHEC B (PM3NYECKOM pA3BUTHH. B KPOBH DPErHCTPHPYETCS] CHIDKCHHUE
aKTUBHOCTH PEHHMHA H aJIbJ0CTEPOHA, THIIOKATHEMUS U MeTaOOIMYeCKuii ankainos [19].

HpI/I IIOCTAHOBKE JHArHo3a pyKOBOJACTBYIOTCA NJaHHBIMU aHAMHE3a, OHMOXMMHMYECKOI'O aHaJIn3a KpPOBHU U
MOYH, TCHCTUUYCCKUMHA UCCIICTOBAHHUAMMU.

Tepanus BKIIOYAET OUETYy C HU3KUM COAEPKAHHEM COJH, KaluiicOeperaiomue ANypeTHKH (aMUIOPHI,
Tpuamtepet) [27]. IIporHo3 61aronpuaTHbIi IpU CBOEBPEMEHHOM JUAarHOCTUKE U aJIeKBaTHOM TEpaIuHy.

3akntoyeHue

B nacTosimee BpeMs BBISBICHBI MYTallMd T'€HOB, OOYCIIaBJIIMBAIOIINC MOBPEKICHUE Pa3HBIX YYaCTKOB
HepoHA M, KaK CIEIACTBHE, NPUBOAAIINE K Pa3BUTHIO Hedpomaruii. B OONBIIMHCTBE Ciay4aeB OHH
MIPOTEKAIOT TSKENO, IUIOXO MOAAA0TCS JIEKAPCTBEHHON Tepaluu W, B (MHAIBHOW CTAIUM, MPUBOIAT K
XPOHWYECKON IMOYeuHOl HemoctatrogHocTH. Ilocnemass TpeOyeT MPOBEACHHS TEMOIWAIN3a WA
TpaHCIUIaHTaluu MoYkd. OCHOBHOH HIOeel MaHHOro 0030pa JIUTEPaTyphbl SBUIOCH AKICHTHPOBAHUC
BHUMaHMS HE(POJIOTOB Ha TOM, YTO B 3HAYUTEIIFHON CTEIICHA HEIOOIICHUBACTCS BKIIAIl HACIICACTBEHHBIX
HeponaTHii B pa3BUTHE XPOHHUYECCKON IMMOUYECYHOM HemocTtaTouHocTH. OOpaiiaeTcss BHHMAaHHE Ha
TIIATEIBHBIA cOOp aHaMHe3a C ICJIbI0 BBISBICHHUS HACJIEACTBEHHBIX 3a00JI€BaHMI MMOYEK y OIMKaAMIIMX
poacTBeHHUKOB. OQUYEBUIHO, YTO OOJIBIIME AOCTHKCHHS I'CHETHKHU I10 BBIABICHUIO Ne(PEKTHBIX ICHOB, B
HEJOCTATOYHOM CTCIECHH YYHUTHIBAIOTCS IPH JICUCHHH NPO(GUIbHBIX IMAlMEHTOB. OJTO MNOPHBOIUT K
YBEITMYCHHUIO YACTOTHI Pa3BUTHS XPOHUYECKOW TOYCYHON HEIOCTATOYHOCTH C KpaifHe HeOIaronpHusTHEIM
HCXOJIOM.
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