Kannnueckast JUATHOCTHKA U JieueHHe MOJMKHCTO3HOM 00J1€3HH I0YEeK

IIpoeKT KIMHUYECKUX PeKOMeHIauuii

HWU nvedponoruu IlepBoro Cankr-IlerepOyprckoro rocyaapcTBEHHOTO MEAULIMHCKOTO YHUBEPCUTETA

M. akan. M.I1.ITaBmosa (2013)

ABTODBL:

CwmupHOB A.B. — 1.M.H., mpocdeccop, Hedposor

Hob6ponpasor B.A. — n.M.H., npodeccop, Hedposor

Kucuna A.A. — 3acimyxeHHblii Bpau P®D, 3aB.otnenenueM, Hepposor
Pymsanes AL — a.M.H., npodeccop, Hehposior

KatokoB N.I'. — n.M.H., mpodeccop, Heppoor, KIMHUIECKUH (puznoor



MeToaMKa OLEHKH CHJIbI PEKOMEHIANUIA M YPOBHSI HX MpPeACKAa3aTeIbHOCTH, HCIOJIb30BAHHAS MIPU
COCTABJICHUM JAHHBIX KIMHUYECKHX PeKOMeHAAluMi *
[To cuie pekoMeHIANNN TOAPA3ICIAIOTCS HA TPH KaTErOpHH B YOBIBAIOIIEM ITOPAIKE: YPOBEHB | (3KCHEpPTHI

PEKOMEHAYIOT); YPOBEHB 2 (IKCIIEPTHI MIPeUIaraioT); «HeaudGpepeHInpoBaHHbIN ypoBeHb) (Tabm. 1). Cua

MIPEACKA3aTeIbHOCTH PEKOMEHIAIMHI TTopas/ielieHa Ha 4 ypoBHS (Tabim. 2).

Tabnuma 1. OueHka cHIBl peKOMEHIAHN

YpoBeHb

OlieHKa peKOMeH A

Co cTOpPOHBI TAIIMEHTOB

Co cTopoHEI Bpaua

JlampHelee
HaIlpaBJICHHUE
HCITOJIb30BAHUS

VYposens 1 «Okcneptsl

TTonmasnsromee

Iopasnsromemy

Pexomenmanyst MOKeT

PEKOMEHAYIOT OOJIBIIIMHCTBO TAIIMEHTOB, OOJIBIIIHCTBY CBOMX OBITh IPUHSATA B KAUCCTBE
OKa3aBIIUXCS B MOA00HOM MAIMeHTOB Bpay OyneT CTaHaapTa IeHCTBUS
CUTYaIluH, PEATIOWIN OBl PEKOMEH/10BaTh MEIUIMHCKOTO NepcoHaia
cJen0BaTh CJIe0BaTh UMEHHO 3THM | B OOJIBIIMHCTBE
PEKOMEHIYEMBIM ITyTEM U yTeEM KJIIMHUYECKUX CUTYyalun
JIUIIb HEOOJBbIIIast YacTh U3
HUX OTBEPTIJIH OBI 3TOT
yTh

YpoBeHs 2 Bonpmas yacts nanueHToB, | [ pa3HbIX MalMeHTOB PexoMenanuu, BEposiTHO,

«3KCHepTI>I nojararT»

OKa3aBIIUXCS B ITOA00HOM
CUTYaIllH,BBICKA3aJIHCh OB
3a TO, YTOOBI CIE€0BATh
PEKOMEHAYEMEIM ITyTEM,
OJIHAKO 3HAYUTEIbHAS
4acTh OTBEpIJIa ObI ATOT

yTh

clielyeT noaoupaTh
pa3IMYHbIE BapUAHTHI
PEKOMEHIa1Ni,

MOAXOIAIINE UMEHHO M.

Kaxnomy nanuenrty
HEeo0X0UMa ITOMOIIb B
BEIOOpE ¥ TIPUHSATHH
peleHus, KoTopoe Oyaer
COOTBETCTBOBATh
LIEHHOCTSIM 1
Hpe)IHO‘ITeHI/IﬂM JAHHOI'O
manueHTa

MOTPEOYIOT 0OCYKACHHS C
y94acTHEM BCEX
3aHHTEPECOBAHHBIX
CTOPOH [0 NIPHHSTHS HX B
KaueCTBEe KIMHAYCCKOTO
cTaHzapra

«HemuddeperunpoBaHHbIit
YPOBEHbY»
“Not Graded”- NG

I[aHHLII\/‘I YPOBCHDb IIPUMCHACTCA B TCX CIydasX, KOrla B OCHOBY PCKOMCHAAINHN
YKIIagbIBa€TCA 3,HpaBLIﬁ CMBICJI UCCIIEA0BATCIIA-OKCIIEpTa WK TOraa, Korjaa
06cy>KzLaeMaﬂ TEMa HC JOITYCKACT aACKBATHOTO NPUMCHCHHNS CUCTCMbI

J10Ka3aTCJIbCTB, MCIIOJIb3YCMbBIX B KJIMHHUYECKOMN ITPAKTUKE.

Tabnwma 2 [IpeauKkTopHBIE YPOBHU pEKOMEHIAIINH

VYposenb | XapaktepucTuka 3Ha4YcHUE/OMUCaHHe
YpOBHSI
IpeacKa3aTeIbHOCTH
A Beicokuit OKcIepThl aOCOIIOTHO YBEPEHBI B TOM, YTO IIPU BBITOJIHCHUH JaHHOU
pexoMeHaaum, HabmrogaeMbli 3 ekt moYTH TOTHOCTHIO COBITAET C
OKHTaEMBIM.
B YMepeHHbIit DKCHepThl 0KUJIAIOT, YTO MPU BBINOJIHEHUN JAHHON peKOMEHAAIINH,
HabmromaembIit 3 dekT ckopee Bcero OymeT OIM30K K 0KUIAEMOMY, OJTHAKO
HE UCKITI0YAEeTCsl BO3MOXXHOCTB TOTO, YTO OH OYJIET CYIIECTBEHHO OTJIMYAThCS
OT Hero.
C Huskwit [Tpencka3piBaeMblii 3P HEKT MOKET CYIIECTBEHHO OTIMYATHCS OT PEabHOTO.
pl| OueHb HU3KUN IIpenckazanne 3 dexra KpaifHe HEHAIEKHO M 09EHb 4acTo OyaeT
OTIMYATHCS OT PEATHEHOTO.

HpI/IMe‘{aHI/Iei * COCTaBJIEHELI B COOTBETCTBUU C KIIMHUUECKUMU PEKOMECHAANAMU KDIGO.




Pa3nen 1.BBenenne, reHeTHKA, YNIMAEMHOJIOT Msl, IATOT€HE3

Pexomenoayus 1.1. Iloo nonukucmosnon 6onesnwvio novex (I1BII) cnedyem nonumams 2enemuuecku
00yc106/1eHHBLIL RAMOSI02UYECKUIL NPOUECC, KOMOPbLIL C63AH C 00PA308AHUEM U RPOZPECCUPOBAHUEM
KUCH 6 NOYKAX, NPOUCXOOAWUX U3 INUMETUOUUMO08 KAHANbYEeE U(UlL) COdUpamenbHbIX mpydouex,
npeOCmaeneHHblil 06YMA MURAMU 3A001e6AHUA - GAYMOCOMHO-OOMUHAHMHLIM U AYHOCOMHO-
peueccugnvim (NG)

Pexomenoayus 1.2.I'enemuueckusn ouaznocmuka aymocomuo-oomunanmnozo muna IIKb ocuosana
Ha onpedeneHuu Mymauyuii 2eHO6 PKD1 (xpomocoma 16p13.3) u PKD2 (xpomocoma 4q21),
aymocoMHo-peyeccusnozo — evlaenenuu mymauuit 2ena PKHD1 (xpomocoma 6p21) (14)

[IBIT ucropuuecku moApasaeNsioT Ha J1Ba BapHaHTa, [0 CYTH, SBJISIOMIMXCS Pa3sHBIMU 3a00JIEBAHUSAMU -
ayrocomHo-aomuHaHTHbIN (AJIIIBIT) u ayrocomuo-peneccuBHbiii (APIIBIT).

AJNIIBIT o6ycnosnena myrammsmu renoB PKD1 (xpomocoma 16pl13.3) u PKD2 (xpomocoma 4q21)
(abbpeBuatypa ot Polycystic Kidney Disease). DT TeHbl KOAMPYIOT O€lIKM, Ha3bIBacMble
nomuuuctuHamu 1 u 2 (PC1 u PC2). Myrauus PKDI1 orBercrBenna 3a 85-90% ciyuaes AIIBII;
mytanuio PKD2 naxomar y 10-15% 6onbabix. HeGonbmmas gons cemeit ¢ AJIIIBIT moryT umets npyryto,
MOKa HE ONpeJleNIeHHYI0, TeHHYIo MyTauuio («PKD3»).

AyrocomHuo-penieccuBHas [1BI1 o6ycrnoBnena myranueit rena PKHD1 (xpomocoma 6p21) (ab0peBuaTtypa
ot Polycystic Kidney and Hepatic Disease), ¢ 25%-M puckoM 3a0oJieBaHUs Yy TMOTOMCTBA. bernkoBwIit
mpoaykt reHa PKHD1 - ¢uOpoructuH (MOMUAYKTHH), HAXOJMIIWNACS B TMEPBHYHBIX NWIHIAX U
IeHTpocoMaxX. AJUlenbHas TeTepOreHHOCTh T€Ha OINpelNeisieT CYIIECTBEHHBIE Pa3luiusi B
(heHOTHTINYECKO KOHKOPAAHTHOCTH KaK BHYTPH OJHOW CEMBbH, TaK U MEXIy Pa3HBIMH CEeMbsMH. B 310l
cBs3u panaue kKinaccupukammu AJIIIBII, ocHOBaHHBIE HAa CpOKax IOSBICHUS CHMIITOMATHKH ITOCIE
POXKIEHNUS, CAUTAIOTCS YCTaPEBIINMHU.

AJIIBIT omHO 13 Haubolnee pacpOCTPAaHEHHBIX TEHETHUECKH JIETCPMUHUPOBAHHBIX TIOPAKEHUH TOYEK B
MomyJsnuy, oOHapyxnuBaemoe ¢ yactoroir ot 1:400 mo 1:1000 HoBopoxneHHsIx. [lomoBoe u pacoBoe
pacnpenenenne pasHomepHoe. APIIBII BosHukaer 3HauutensHo pexke — 1:10000 — 1:20000
HOBOPOYKAECHHBIX, IPH YaCTOTe HOCUTEIHCTBA MyTaHTHOTO TeHa 1:70.

Bonbupie TIBIT cocraBmsror 8—10% Bcex OOJBHBIX C TEPMUHAIBHON TOYEYHOW HEAOCTATOYHOCTHIO,
MOJTy4YaroNIuX JICUCHHE 3aMecTUTeNbHOW moveuHor Tepamueit (3[1T), wm sBnseTcs deTBepTO 1O
pacpoCTpaHEHHOCTH PUIMHON TePMUHATBHON TToYeuHoi HepocTarounoctu (TITH).

AJAIBII PC1 nu PC2- wmHTErpasbHBIE MeMOpaHHBIC OCIKM ¢ BHEKJIIETOYHOH M IIMTOILIa3MaTHICCKOM
YacTsIMU, UTPAIOIINE BAXKHYIO POJIb B MEXKJIETOYHBIX U KIETOYHO-MAaTPUKCHBIX B3aumoaencTBusix. PCl
NEMCTBYeT KaK MEXaHOPEHENTOp B MEPBUYHBIX HWIHAX M y4aCTBYET B aJTr€3HOHHBIX MEXKIETOUYHBIX
KOHTaKTax, JecMocoMax M (POKaIbHBIX COCMWHUTENBHBIX KOHTAaKTax ¢ OasanpbHOW MemOpanoit. PC2
(YHKIIMOHAIIFHO SIBJISIETCS HECEJIeKTHBHBIM KATHOHHBIM KaHaioM TpaHcmopra kambims (Ca). OOa
MPOTENHA IIHPOKO PACIPOCTPaHEHHl B Pa3HBIX TKAHAX M KIETOYHBIX TMOMYJSIIHAX, BKIIOYas
SUUTETNOUTHI, TJIAJKOMBIIICYHbIE KIETKH, KapAHaIbHble MUOIUTHL. [lOMHIMCTHHBI KO-JOKAIH3YIOTCS,
¢dhopmMupyst (QyHKIIMOHAIBHBIH KOMIUIEKC, DPETYIHPYIOIIUN KITIOUEBBIE AaCIeKTHl IOBEICHUS KIIETOK:
nponudepanuo, amnonrTo3, aAre3nto, MopporeHe3 M TPAHCIMHUTEIHATIBHYIO CEKPEUHI0 HKHIKOCTH.
LleHTpanbHBIM MEXaHU3MOM  PETYISAIUH, IO-BHANMOMY, SBISETCS YIIPaBICHUE COJEpKAHHEM
BHYTPHKJIETOYHOTO Ca ¢ BOBJI€UEHHEM BTOPUYHBIX U TPETHYHBIX CUTHAFHBIX ITYTEH.

@®opmupoBanue kuct npu IIBII CBsA3aHO € HECKONBKMMH OCHOBHBIMHM IIPOLIECCAMHU: YCHUIIEHHOU
nposmdepanreil 1 arnonTo30M BBICTHIAIOIIUX MOJOCTh KHCTHI SIHUTEINONUTOB, TIOTEpe MX IUIAHAPHOM
MOJSIPHOCTH, HAPYNICHUSIMH CBSI3H ¢ 0a3aibHOM MeMOpaHoii u Je-auddepeHpoBke ¢ TpaHcopMarmei
HOPMAJILHOTO PeadcopOIMOHHOr0 (heHOTUIA KIETOK B CEKpPeTOpHBIM. B 3HaumrenbHO# crenenu, [1BI1
M.0. OTHECEH K «IMJIHOMATHIMY, IMOCKOJIbKY €€ MaTOTeHe3 ONpeelsieTcss NEPBUYHBIMU U3MEHEHUSIMH B
mumusx. Lunnu oOpamieHsl B MPOCBET KaHAbIA M, TO-BHIMMOMY, SIBISIFOTCS MEXaHOCEHCOpaMH TOKa
MOYH M Yepe3 IEHTPOCOMBI TECHO CBSI3aHBI C KIIETOYHBIM HUKIOM. JKUAKOCTD, MPOTEKas MO anuKaIbHOMI
MOBEPXHOCTH SMUTEIHOIUTOB, HAKIOHSET LIWINH, YTO IPUBOAUT K YBEIHUCHHIO BHYTKpUKiIeTouHoro Ca
W akTHBauK CUTHAIBHBIX myred. CHmxkenne PCl u PC2 (u ¢uOpOnMCTHH) B IMIHSIX DIUATEIHS
KaHAJIBIICB HapylIaeT MEXaHOPEUENIHUIO, MPUBOIUT K CHIKEHHIO BHyTpuKieToyHoro Ca, akTHBAaIUU
aJleHWIaTuKIa3el, yBenunuennio cAMP. [locneanuit mpu CHUKEHUN BHYTPUKIETOYHOTO Ca aKTHBHPYET
nposudepaTuBHbIe nporecchl dnutenus npu [1BI1.

C I[perﬁ CTOPOHEI, OCHOBOM (bOpMI/IpOBaHI/IH KHUCT SABJAKOTCA HAPYIICHUC KICTOYHO-KJICTOYHBIX U
KIICTOYHO-MATPHUKCHBIX COGZ[HHCHI/Iﬁ, HJ'IaHapHOfI MOJIAPHOCTHU KIICTOK, KOTOPHLIC B HOPMC HAIIPABJIAIOT
ACJICHUC KIICTOK CTpOTrO BIOJb HpO,Z[OJ'IBHOfI OCH KaHaJibla. HpI/I MTOBBIIICHHON nponmbepaunn
OIIUTCIIMONUTEI OCIIATCA B CHy‘IaﬁHOM HaIllpaBJICHUHU, 06pa3y;1 KHCTY, H3-3a IIOTCPU KOHTAKTOB C



0a3apHON MEMOpaHOH M COEAMHHUTEIBHBIX MEXKKIETOYHBIX KOHTAKTOB (B ()OPMHPOBAHMH KOTOPBIX
yuactByeT PC1) npu HOpMaabHBIX IUIOTHBIX KOHTAKTaX B allMKAJIbHOM YacTH KIIETOK.

Poct xuct nmpu AJIIBII onpenemnsiercss teMnaMu npoiudepanuy SIUTEIHs U 00bEMOM KUAKOCTH
BHYTpU KUCTHI. JKUIKOCTH BHYTPH KUCT HMPOHUCXOAUT U3 TIIOMEPYJSIPHOTO yAbTpauibTpaTa Ha PaHHUX
sTanax OoJe3HH, MoKa QopMmupymomascs Kucta coolmaerca ¢ KaHambleM. [lo mMepe pocTa KHCTBI
CETApUPYIOTCS U UX JaIbHEHIINM POCT CBA3aH C YBEIMUYEHHEM TPaHCAMHUTENHAIBHON CEKpelrel x1opa,
KOTOPBIN MOMagaeT B HUTOIUIa3My SMIHTENoLUTa yepe3 OazomatepanbHbiii Na-K-Cl ko-Tpancnoptep u
CEKpeTHpYyeTCs B IOJIOCTh KHCTBI 4Yepe3 XJIOpPHAHBIM KaHanm Ha anukaibHo MemOpane (CFTR),
aKTHUBUpYeMbIi IHKIudeckuM AM®D. CymmapHbIi 00BEM CEKPETUPYEMOW JKHAKOCTH OMNPEACIACTCS
BTOPUYHBIM YBEIMYEHUEM NapaleIIoISIpHOTO TPaHCIOpTa HATpus M TpaHCIOpTa BOABI dYepe3
aKBaITOPUHBI.

Kucter popmupyrorcs Tonpko B HeOombmon mone HeppoHOB (<1%), HECMOTpPS HA TO, YTO BCE KIETKH
3apOJIBIIIIEBON JIMHUM HECYT COOTBETCTBYIONIYIO MyTaluio. B kadecTBe 00BACHEHUS (OKaIbHOTO
obpazoBanus kuct npu AJIIBII npeamnonararor HeOOXOIUMOCTD MOSBICHNS BTOPHYHBIX COMATHICCKUX
MYTAaLMH.

APIIBIT ®ubpouncTH nMeeT cBsi3b ¢ N-koHIoM PC2 u, BepoATHO, y4aCTBYeT B OCHOBHBIX (DYHKIIHSX
komruiekca PC1/PC2, pacnonoxeHHOTO B MEPBUYHBIX MWIHAX (CM.BbIme). OueBHIHO, PUOpOLMCTHH B
3HAYUTENFHOH CTENICHW BOBJICYEH B KIIFOUEBBIE MOMEHTHI Pa3BHTHUS, TUPPEPCHIUPOBKH, PETYISIUHA
KJIETOYHOHU TIposiudepanuy B coOUpaTeIbHBIX TPyOOUKaX MOYKU U KETUHBIX MPOTOKAX TMEYCHHU, TIOITOMY
MposiBJIcHHUs 0OJIE3HU KacaroTcs 00oux opraHoB. B oOpasoBanuu u pocte KuCT B oTinume ot AJIITBIT
TJIABHYIO POJIb UTPAIOT HAPYIICHUS TuTaHapHOW mojsipHocTH kieToK. [Ipu APIIBII kucTsl B moukax He
OTZAEJICHBI OT MPOCBETa COOUPATENHHBIX TPYOOUEK, IMO-BUIMMOMY, H3-3a2 TOTO, YTO TJIABHBIM (PaKTOPOM
pOCTa KUCT SIBJISETCS dMUTeNuanbHas npoidepanus. KucrozHoe nmepepoxieHne KacaeTcss KOPKOBOTO U
MO3TOBOTO CJIOS MOYEK.

Paznea 2. Knunndeckasi JMarHOCTHKA

Pexomenoayua 2.1.Knunuueckaa ouaznocmuxa AJ/IIBII oondicna exnwouamsv cO0p OAHHBIX O
HAMUYUU KUCHMO3HBIX UBMEHEHUII 68 ROYKAX Yy KpoeHbIX poocmeeHHuxos uau TIIH neuzsecmuoit
IMUOIO2UU; HATUYUE CEeMEUHbIX Clyuaeé 001e3HU AGNAEMCA OCHOGAHUEM O0J1A 6blNOJIHEHUS
COHOZpaAUUECKO20 UCCNe008aHUA U 2eHemMmUUecK020 ucciedosanus (NG)

Pexomenoayun 2.2. /lna npenamanvnozo ckpununza APIIBII chedyem evinonnams conozpaghuio
nouex nnooa; ckpununzoeas ouacnocmuxa APIIBII ¢ nocmuamanvnom nepuode oazupyemcs Ha
ounamuueckou conozpaguu nouek (NG)

Pexomenoayua 2.3.Conozpaghuueckumu rpumepuamu AJIIBII 6one3nu npu nanuuuu IIBII y
pooumeneit ciedyem cuumama: > 2 KUCH 6 00HOU Uiy 0deux noukax 6 eospacme < 30 nem; > 2 kucm
6 Kaxcooui nouke 6 eospacme 30-59 nem; > 4 Kucm 6 Kaxcooit nouke 6 eozpacme cmapuie 60 nem
(NG).

Pexomenoayusa 2.4.IlIpu comnumenwvnovix oannvix Y3U nouex ¢ omcymcmeue pazeepuymoii cmaouu
0on1e3HU 011 OUAZHOCHUKU Clledyem HPUMEHUmb Opyzue GU3yanausupylouiue ucciedo6anus Ho4ex
(MPT, MCKT, KT) (NG)

Pexomenoayua 2.5. I'enemuueckyio OuazHOCMUKy cledyem cHUmamo ueaecooopasHoil 6 ciayuae
OMPUUAMENbHBIX UIAH COMHUMENbHBIX OAHHBIX GUIYANUSUPYIOWUX UCCTIE006AHUIL; 2eHemuuecKue
UCCNIE006AHUA CT1e0yem HA3ZHAYUMb 6CeM UTIeHAM CeMbU, YO NO360A€EM GbIAGUMb OOKIUHUYECKUE
cayuau 3a6o0n1eeanus; nPoeedeHue NONYIAUUOHHOZ0 2eHEMUUECKO20 CKPUHUHZA Heuenecootpasno
(NG)

Pexomenoayua 2.7.Y oonvnvix ¢ IIBII cnedyem npoeooumsv CKPUHUH206blEe UCCAE008AHUA O
OUAZHOCIMUKU OCHOBHBIX IKCHPAPEHAIbHBIX NPOAGICHUN 0071€3HU, 6KII0UAA KUCHbL 6 Opyux
opzanax u cocyoucmete anespusmsl (NG)

Pexomenoayua 2.8. Ilpu ouacnocmukxe y 6oavuvix AJIIBII cnedyem nposéecmu CKpUHUHZ HA
Hanuuue KOHKPEMEHMO0E8 8 Mouesbloenumenbvhoil cucmeme u zemamypuu(NG)

Kommenmapuu
AIIIBIT

PazBuTre 3a00seBaHus XapakTepusyercs GOPMUPOBAHHEM U TOCTEIICHHBIM POCTOM B TOYEYHOH TKaHU
kucT. Kuctel 00Hapy)XKMBarOT Kak B KOPKOBOM, TaK X B MO3TOBOM BeIIecTBe Mmouek. Pasmepsr n 00bEM



KACT MOTYT OBITh pa3iWYHbl: OT MHUHHMANBHBIX (<1 €M) /10 THUTaHTCKMX. POCT KHCT TPUBOIHUT K
3HAYUTENFHOMY YBEIHUYCHHI0O O0beMa IMoYeK (MHOTOKPAaTHOMY B Pa3BEPHYTBIX CTaIusXx OOJIE3HH).
OCHOBHBIMH MeXaHU3MaMK pa3BUTUs uchyHkuuu opraHa u TIIH sBusrorcs: yBelnWyeHHE KHCT C
MOCTETIEHHBIM 3aMellleHHeM (QYHKIIMOHHPYIOIIEH MapeHXUMBbl OpraHa, OOCTPYKIHS W KOMIIPECCHUS
KaHAIIBIEB U MIEPUTYOYISAPHBIX COCYIOB, MHQUIIMPOBaHUE KUCT U BOCHIAJICHUE HHTEPCTHIIUSL.

AJIIIBII mMeeT CyIIECTBEHHYIO T€TEpOTr€HHOCTh BBIPAKEHHOCTH KIMHUYECKUX MPOSABICHHH Naxe B
npenenax ogHou ceMpu. B 2-5% ciiyuaeB U3MEHEHUs B MTOYKaX MOTYT MPOSBIATHCS B JETCKOM BO3pacTe,
XOTsI B TUIIMYHBIX Cydasx pasBuBarorcs K 3-4 nmexazge xwm3uu. K 60 romam 50% OGonbpubix AJIIBIT
Hyxnatotcs B nposeaeHur 3IIT. OcoOeHHOCTBIO SIBISECTCS MEAJICHHOE CHIDKEHHE (QYHKIUH IOYeEK,
KOTOpasi OCTaeTcsi HOPMaJbHOM HIM OKOJOHOPMaJdbHOM B TEYEHHWE MHOTUX JIET, HECMOTps Ha
BbIpakeHHbIe M3MeHeHus1 opraHa. Haumnas or CK® nmo 60-70 mi/MHH, TEeMIbl €€ CHIKEHHS TOYTH
JUHEHHBI M COCTaBISAIOT 5-6 mi/rog. Pakrtopamu Oojee OBICTPOrO MPOTPECCHPOBAHMSA  SBISIOTCS:
My>kckoil moin, BeisiBieHue [1BII n snu3oasr reMaTypuu B Bozpacte A0 30 net, HerpougHas paca, 10 30
netr, OEpeMEHHOCTH, paHHee pa3BUTHE runepreHsun (<35 ner), runepmunuaemus, DD-renotun
aHTHOTeH3UHKOHBepTa3bl. MyTtanus PKD2 umeet Gosee 6maronpusTHBIN KTMHUYECKUH QeHoTun u boinee
MeJICHHBIE TEMIIBI IporpeccupoBanus (cpegauii Bospact pasutust TIIH >70 ner).

Iloueunvie nposaenenus. Xanobel Ha 6016 B TIPOEKINH YBEIHMUEHHBIX TOYEK WM OOJIE3HEHHOCTH IPH
MaNblalliid OpraHa MOTYT OBITh CBA3aHBI C PeaKIHWed KalCylbl MOYKH W TapaHepus NpU pa3pbiBe
CYOKanCYISIpHBIX KACT U HH(EKIMHH, KPOBOTEUEHUH B TIOJIOCTh KUCTHI, COMTyTCTBYIONIEM He(poInTHA3E.
Jus 1611 yHuKanbpHA BEIPaXeHHOCTh YBEIMUYEHHE ITOYEK B Pa3BEPHYTON CTaauy OOJE3HH, UTO JeNaeT UX
JIETKO JOCTYITHBIMH IS TIANTBIIAINH, a HWHOTAA M /I MHCTIEKINH. boblne mOBepXHOCTHBIE KUCTHI JAf0T
olTyIIeHne OyrprcTOil MOBEPXHOCTH opraHa. HecMoTpst He BBIpaKeHHOE yBETHMYEeHHE 00beMa MOUeK, UX
MaNbBIAIKs TOYTH Beera 6e300e3HeHHa.

T'emamypuro wHabnromaror y MHorux mnamueHtoB (30-50% peuuauBsl Mmakporemarypusi; 20-30%
MOCTOSIHHAsE MUKporemarypus). Ciaydan MakporeMaTypuH MOTYT OBITh CHPOBOIMPOBAaHBI TPaBMaMH,
MOBBIIICHHEM BHYTPHOPIOLIHOTO NaBlieHHs, HH(MEKIMeH, HHTCHCUBHBIMA (QU3UUECKUMH Harpy3KamMHu U
BBIpaXXEHHbIMH MToabEMamMu AL,

Ilpomeunypus vamie nebonpias (<1 r/CyTku), C yBEJIMUEHHUEM 110 MEpE MPOrPECCUPOBAHUS AUCHYHKIUH
MOYeK.

Hegporumuas, Modekucnplii nin cMemaHHbIH (MOUeBasi KUCIOTa+oKcanaT Kanplus), HabmogaroT y 20-
30% OONBHBIX BCIEACTBHE JIOKATHHOTO 3aMeJIeHHs] TOKa ModH, cHmkeHus pH, skckperunm NHy u
UTpaTa.

Apmepuanvuyro cunepmensuio B 60-75% cimydaeB 0OHApYKHBAIOT 3300 J0 PA3BUTHS CYIICCTBEHHOM
TUCHYHKIIUU TIOYEK M MOXKET JJIUTEIILHOE BpeMsl ObITh €AMHCTBEHHBIM 3a0ojeBaHus. Tsokecth AL,
BEPOSTHO OOYCIIOBICHHOHM JIOKAJTBbHON TUmomnepdy3uell IMoYeK, KOppelnupyeT ¢ pa3MepamMH IOYeK U
KOJINYECTBOM KHUCT.

Hapywenus @ynuxyuu nouex TPOSBIAIOTCS HAa PaHHUX CTAAMAX KOHUIEHTPALUOHHBIM Ae(eKTOoM,
CHIDKeHUeM dkckpern NH,, BHyTpunodeuHoro kpoBoroka. Ha mo3nuux craausax npu cHmxkennn CK®
HaOIOAI0TCA TUIHMYHBIE MposiBiIeHus nporpeccupyromeii XbIl: nHapymenus kanbuui-¢ocdarHoro
OanaHca, aHeMusl, METa0OJIMYECKUHN allua03, a30TeMUs1/ypeMusi, KapANOBACKYIISIPHOE OCTIOKHEHHS.

Buenoueunwvie nposenenusn.- 11BI1 MoxeT MMeTh CUCTEMHBIE NPOSABJICHUS, MOCKOJbKY reHbl PKDI,
PKD2 u ¢uOpoxucTHHA W WX TPOAYKTHl TIPEACTABICHBI BO BHEMOYEUHBIX KIETOYHBIX MOMYIISAIHIX.
BosmoxxHO (popMmpoBaHHME KHUCT W B JPYTUX OpraHax (I€4eHb, MOJDKETYAOYHAs XKelle3a, SMIHUK,
cene3énka snuu3), KOTOPHIC YACTO OCTAIOTCSA OCCCHMIITOMHBIMH.

Ileyenounvie. OOpa3oBaHUe KHCT B NEUCHU HauOOJEe YacTOE 3KCTPapeHANbHOE INPOSIBICHUE U PEIKO
MPUBOJIST K HEJIOCTATOYHOCTH oprana. Jpyrue Haxonku B meduenu rpu [1BI1 MoryT kacatbcsi OMmapHbIX
ramaproM, (puOpoageHOMAaTO3a, paCUIMPEHHsT BHYTPH- M BHEIEUCHOUHBIX >KETUEBBIBOISIINX ITYTEH.
Kucmur opyeux nokanuzayuii BKJIIOYAIOT: MAaHKpeac, MayTHHHYIO 00OJOYKY MO3ra, 3MU(U3, SHUHUKUA U
SIMYKH.

Cepoeuno-cocyoucmoie. Y 8—15% OONBHBIX BBISBIAIOT aHEBPU3MBI BHYTPUYEPENHBIX apTepuil; uX
BEpPOATHOCTh B 4 pasa BBINIE NPU NO3UTHBHOM CEMEMHOM aHaMHe3e. Pa3pblB aHEBpHU3MBI COCYIOB
TOJIOBHOTO MO3ra — OJIHA M3 CaMbIX YacThIX MPUYMH CMEPTH 3TOM KAaTErOpHM MAIEHTOB, a €€ PHUCK
3aBUCHUT OT IUaMeTpa nopaxenus (BeICOKui >1 cM) . COCTOSIHUS CBSI3aHHBIE C HAPYILICHUEM COCYIHCTON
cteHku Hepenku npu [IBIl: aprepuanbHble AvicceKnnu, BKIOYas aopTy, MIEHHBIE U MHTPaKpaHUAIbHbIE
COCY/JIB, a TaK)KE€ aHEBPHU3MBI KOPOHAPHBIX apTEPHIL.

AHOMaNNH KJIAMaHOB CEpP/Iia, U3 KOTOPHIX CAMBIM PacHpOCTPAaHEHHBIM CUUTAIOT IMPOJIAIC MUTPATBHOTO
kianana (25% manueHToB), peAKO OKa3bIBAIOT CYIIECTBEHHOE BIHSHUE HA CUCTEMHYIO TEMOINHAMUKY.



[pyrue nposiBieHUsT MOTYT BKJIKOYaTh: JUBEPTHUKYJE3 TOJCTOW KHUIIKH, IIAXOBBIE I'PBDKH, HAPYLIECHUS
MOABM>KHOCTH  CIIEPMATO30MI0B, HEKPOCHEPMHUS, KHCTBI JAKYISTOPHOTO TPAaKTa U KHUCTBI CEMEHHBIX
Iy3bIPEKOB

Ilepsuynas ouacnocmuxa BKIIOYAeT cOOp CEMEWHOro aHaMHe3a, MaNbMalMs W COHOTpaHio IMOYeK.
Crnenyer oOpamaTh BHUMaHHWE Ha HAJIM4YHE y KPOBHBIX POACTBEHHHUKOB NPSAMBIX YKa3aHMH Ha HaJHM4YUe
MHOXECTBEHHBIX KHUCT B Tmoukax, TIIH HeusBecTHOW »sTHONOTMM, He]poiWTHAa3a, apTepHAIbHOU
THIIEPTEH3HUH, ACOIOTHPOBABILEH B MOJIOIOM BO3pacTe, a TaKKe, CIydal CMEPTH OT Pa3pbiBa aHEBPH3M
BHyTpUYepenHbIX aprepuil. HeobciaenoBaHHBIM POACTBEHHUKAM CIIEAYET MPOBECTH COHOTPadUIO MOYeK.
Hanuuuu cemelHBIX ciiyyaeB SBISIETCS OCHOBaHMEM Ui 1) OIIEHKH COHOTrpadpuyecKux KpUTEpHEB; 2)
renetndeckoro wuccnenosanus. Ilpu 50% pucke IIBII (IIBIl y poauteneit) coHorpaduyuecKUMH
KpUTEpUAMH OOJIE3HH CIEAYIOIUeE: > 2 KUCT B OHON WM 00eux mouykax B Bo3pacte < 30 neT; > 2 KUCT B
KaxxJ10¥ mouke B Bo3pacte 3059 net; > 4 KUCT B KaXKI0H IOYKE B Bo3pacTe cTapie 60 jiert.

ITpu noBeIIEeHHON HACcTOPOKeHHOCTH B oTHOIEeHUHU [1BI1 1 oTpuIaTeIbHbIX WM COMHUTENBHBIX JaHHBIX
BH3YQIM3UPYIONNX  HMCCICMOBAaHWNA JTUArHOCTHKA 0as3upyercs Ha TMPOBENCHWH T'eHETHYECKHUX
uccienoBanuii. B reHernueckuwe uccienOBaHUS OJDKHBI OBITH BOBJIEYEHBI BCE WIEHLI CEMbH, YTO
TTO3BOJISIET BBIABUTH NOKITHHUICCKUE CITYUaH.

[Ipu comHuTenbHBIX AaHHBIX Y3M mMouek B OTCYTCTBHE pa3BEpHYTOM CTaJuu OOJE3HHM [HUArHo3
MMOMOTAI0T MOATBEPAUTH JAHHBIE IPYTUX BU3YATM3HPYIOIIMX METONOB HccienoBaHus mouek (MPT,
MCKT), koTOopbie UMEIOT OOJIBIIYIO Pa3pelIaroIIyI0 CIIOCOOHOCTb.

BBIpa)KeHHOCTB Z[I/IC(l)YHKL[I/II/I MOYCK YCTAaHABJIMBACTCA Ha OCHOBAHHWU KPUTCPUCB XpOHPI‘ICCKOﬁ 0oie3Hu
IIOYCK.

APIIBIT

B GompmuacTBe cityqaeB APIIBII BBIABIAIOT y IUTOAA, TIPH POKISCHHUU I BCKOPE TIOCTE POXKICHUS.
DEHOTUTTMYECKA BBIJCIAIOT 2 BapuaHTa TeUeHWs: a) TUH 1 - paHHWe (B yTpoOe/TIpu POXKIACHIWH)
nposienienust [IBII, ¢ Bwicokoit wactoToit paszButusa TIIH um cMepTHOCTBIO, MPUUYMHOM KOTOPOM HaCTO
SIBIISIETCS THITOTIIA3US CAABIEHHBIX YBEIHMUYEHHBIMHU MmoukaMu Jerkux (13%—75%); 6) tum 2 - ymepeHHBIE
mposinerns [IBIl ¢ pasButmem ¢ubposza neuenun (11%-47%), mopradpbHON THIIEPTEH3WH B TEUCHHE
Heckonmbkux JieT. Ilepunartanpnas cmeptHOCTH — 30-50%; cmeptHOCTh K 1 Tomy »km3um - 9%—13%; y
BBEDKHBINNX S5-J€THASA BbDKHBaeMocTh — 80-95%. Temmbr pazsutust TIIH npu APIIBII ompenensroTes,
r1aBHBIM 00pa3oM, yposHeM CK® moce poxxaenus. [Iporaos y »KeHIIH JTydIIe.

Iloueunvie npoasenenus ornuyarotcss oT TakoBbIX npu AJIIIBII oTCyTCTBHEM SBHBIX KHCTO3HBIX
M3MEHEeHUI TIPH paHHEM BBIABICHUH 3a00JI€BaHMs, MEHBIIUMHU pa3MepaMH KHCT M MX PACIIOIOKEHHEM B
MO3roBoM ciioe. OCOOEHHOCTBIO MPEHATANBLHBIX MPOSBICHUH 00JE€3HU MpU TUIE | SBIAIOTCS: OOJbIINE,
THIIEPIXOTEeHHBIC TIOYKH B COYETAHUH C OJUTOTHAPOAMHHOHOM M OTCYTCTBHEM MOYH B ITy3bIpe ILIONA
(o6b1uHO K 20 Henene). B cnyuae ymepennoit APIIBII (Tum 2) BHyTpryTpOOHBIE H3MEHEHHS MOTYT OBITH
MHHUMAJIBHBIMH, a OYEBH/IHbIC IPU3HAKN POCTa 00beMa IMOYEK U MOSBICHUE KHCT IOSIBIISIFOTCS B IIEPBBIC
roxsl ku3HH. [Ipn Y3M TMOYKM THIEpIXOTeHHBI ¢ HEOTYETIMBHIM pa3AeiIeHHEM BHYTPHUITIOUCYHBIX
CTPYKTYpP M OKPYXXAIOIINX TKaHEeH; B OONbLICH CTENIEHN YBEINYUBACTCS SXOT€HHOCTh MEAYIJISIPHOTO CIIOS
¢ (QopMuUpOBaHHEM OKPYIJIBIX HeOompmmx (<2 cM) KHUCT. YacTo KHCTHI COYETAIOTCS C MpPHU3HAKAMH
HepoKanbliMHO3a. Hepenkuit cHUMNTOM — TUMOHATPHUEMHS, KakK CIEICTBHE JeeKTa SKCKpPEeInuu
cBOOOZHOW Bojbl. BceienctBue HapylieHWs KOHIIGHTPAIlMd MOYH MOXKET pPa3BHBATHCS —00Mmast
JeruapaTanus.

Bhenoueunvie nposenenus BKIIOYAIOT YMEHBIICHUE TPYAHON KIETKH M THITOIIA3HIO JIETKHUX, Pa3BUTHE
MHEBMOTOpaKca W THEBMOMEIMACTHHYMA; TeMaTOMETaNI0 C JWjlaTaledl KEeTYHBIX IPOTOKOB C
THUIIEPIXOTEHHOCTRIO OpraHa 3a cyYeT mnpoimdepanud B 00JaCTH TPOTOKOB H  (popMHUpOBaHUA
MIepUIOPTATHHOTO (prOpo3a U CITICHOMET A0 TIPH (POPMUPOBAHUH MTOPTATHLHON TUTIEPTCH3UN

[IpenaranbHas JMArHOCTUKA BKIIOYACT TUIMHYHBIC HAXOJKH B TIOYKaX MPH COHOrpaduu, a TakKe
KIIMHUYECKUE KPUTEPUU: OTCYTCTBHE KHCT B TOYKaX y O00OMX POAMTENCH, mpu3Haku (pudOpo3a meyeHw,
Mopoiorndyeckue (B.T.4.ayToncuiineie) nokazareabctea APIIBII y cuGnuHros, Opaku Mexay OJU3KHUMU
poncTBeHHukamu  (parenteral consanguinity). CoHorpadus BBICOKOTO pa3peIICHUS  IO3BOJISET
00HapyKUBATh PaIUAILHO HAIIPABJICHHE, pAaCIIMPEHHBIC coOuparenbHble Tpyoouku. [Ipu mocTHaTanbHON
JTMATHOCTUKU CJICAYyeT 0a3MpOBaTHCS HA JAHHBIX BU3YAIM3UPYIONIUX METOOB UCCIICOBAHUS (CM.BBIIIIE).

Paznea 3.Jleuenue

Pexomenoauyusn 3.1. Memoovt >3muonozuueckozo u namozenemuueckozo Jaevenus IIBII He



pazpabomansvt; ocnoeoii nevenusn IIBII aensnemca cumnmomamuueckas mepanus, HAnPaeieHHas Ha
a) 3ameodnenHue npozpeccuposanus OUCHHKUUU NOUEK, KOHMPONb UNEPMEH3UU, CHUMNCEHUE
npomeunypuu; 0) npoguirakmuke u J1e4eHUI0 CEPOEUHO-COCYOUCMBIX OCI0HCHEHUHl, CEA3AHHBIX C
NPOAGNIEHUAMU 3A001€6AHUA, KAK MAK06020, U C HPOZPECCUPOBAHUEM OUCHYHKUUU hnOUeK; 8)
CUMNMOMAMUYECKOE JleUeHUe CBA3AHHBIX C 3a00/1e6AHUEM UIMEHEHUIl MOYesblOeIUMeNbHO2Z0
mpaxkma — 60716020 cunopoma, zemamypuu, oocmpyxyuu (NG).

Pexomenoayusa 3.1.1.Jleuenue ocnoscnenuil npozcpeccupyrwouwieii OUchyHKuyuu nodex cieoyem
HPOBOOUMb 6 COOMBEMCMEUL C MEHCOYHAPOOHBIMU U OMeUecmeeHHbIMU peKomenOauuamu no XbII
(NG).

Pexomenoayusa 3.1.2. Hnzubumopuvl anzuomeH3uHKOHEEpmMa3vl U 0;10KamMopvl peyenmopa
AHZUOMEH3UHA UMEION NPEUMYULeCIEa NEPE) MOUEZOHHBIMU U OJIAKAMOPAMU KATbUUEEbIX KAHAI08
6 OMHOWIEHUU CHUMICEHUSL IKCKPeUUU albOyMUHA ¢ MOUOU U BPOSPECCUPOBARUS OUCHYHKUUU NOYEK U
MOZYm paccmampueamscsa KaK nPenapanol 6b100pa 014 1e4eHus apmepuaibHoll 2unepmen3un
ybonsuuvix IIBII (1B)

Pexomenoayus 3.1.3. Jlekomnpeccuro Kucm nouex, GKIIOUAA ACRUPAUUIO COOEPIHCUMOZ0,
Kpuoaodnayuio, 1anapoCKORU4ecKyl0 UaU OMKPLIMYI0O XUPYpeulo, ciedyem paccMampueamsy Kak
JleuefHyl0 ORUUI0 NpU pPEe3UCHEHMHOM K MEPAnuU aHAIbZEMUKAMU 001e60M CUHOpOME UL
HapywieHuu ObIXQHUA; NOKA3AHUEM K XUPYPIUUECKOMY JIeHeHUI0 MAKHCe AGNAEMCA MATUZHUIAUUA
kucm (NG);

Pexomenoayusn 3.1.4..Ilpu pazeumuu TIIH cnedyem nposooumsv cmanoapmuyio 31T, komopas npu
IIBII ne umeem cyuwiecmeeHHbIX 0COOeHHOCMEN; MPAHCHIAHMAYUA ROYKU AGAEMCA MEMooOM
evtoopa 3IIT; neped nposedenuem MPAHCHAAHMAYUN Cledyent PEeULumsb 6ONPOC 0 HE0OX00uMocmu
6bINOJIHEHUU HePPIKMOMUU KUCHO03HO-NEPEPOIHCOeHH020 opzana (2B)

Kommenmapuu
Cumnmomamuueckas mepanus

l'unepren3us accouuMMpoBaHa C yXyIIIEHHEM MTOYEYHOI'O MPOTHO3a, MOITOMY HEOOXOIUM TINATENbHBIN
koHTposb A/l. IToka HeT yOequTeNnbHBIX AaHHBIX O MIPEUMYILECTBAX ONPENCIICHHOTO Kilacca NpernapaToB
mpu IIBII. C ydyerom pnaHHBIX 00 aKTHBAallMKM IIOYE€YHOH PEHHH-aHTHOTEH3WHOBOW CHCTEMBI
MPEArNoaraeTcs, YT0 HHrHOUTOPbl aHTMOTEH3WHKOBEPTA3bl U OJIOKATOPBI PELIENTOPOB aHrHOTeH3uHa I
CIIOCOOHBI 3aMeUIATh MazeHue (QYHKUUM TMo4YeK. JTa Tumore3a OyAeT BCKOpEe IPOBEpPEHA B
MPOJIOJKAIOIIEMCs B HacTosiee Bpems uccnenosanun HALT-PKD.

Hapywenusa xonyenmpuposanus moyu. IlpodmnakTuka TUNOTHApATAllMU CYIIECTBEHHBIA MOMEHT B
Bemennn OombHBIX ¢ IIBII, ckmoHHBIX K moymmypuu. [lpw BBRIpaXKEHHOW MONHYPHH IEIIECO00Pa3HO
Ha3HAYEHUE THA3UA0B JUIsl CHUKEHUE UCTAIBHOTO BBIJCICHUS JIEKTPOIUTOB U BOABL. [ unonampuemusl
MOJKET YCYTyOISIThCS PH HU3KOM TOTPEOIIEHUN HATPHS, YTO HAZA0 yIUTHIBATH IPU KOPMIICHHH TPYIHBIM
MOJIOKOM U 3aMEHUTEIISIMU.

Hupexyuu mouegwvix nymetl 0OBIYHO BBI3BIBAIOTCS OaKTepUsAMM KHIIEYHOH rpynmbl. [Ipu momo3pennn Ha
WHQHUIMPOBaHUE KUCT(BI) MpenapaThl BEIOOpa — GTOPXUHOIOHBL, TPUMETONPUM U KIMHIAMULMH, JTy4YIIle
JpYrux MPOHHUKAIOUINE B UX MOJOCTH. MOXET TOHAaI0OUThCS XUPYPTHUECKOe NPEHUPOBAHUE KPYITHOM
WHQHUIMPOBAHHOW KHCTBI WM MapaHe(panbHOro adclecca; yrposKaromas >KU3HH MHOEKIUs KUCTO3HOM
MOYKHU MHOT/Ia IPUBOANUT K HEYPIKTOMHUHU.

Maxkpozemamypuio uctibiTeiBatoT 10 50% 6oxpHbIX IIBI1. OHa yame ObIBaeT TpaH3UTOPHOU U HE TpeOyeT
CIIeLHANBHOrO JeyeHusl. Penko BO3HHMKArOIIMe T'€MOJMHAMHYECKH 3HAaUYMMblE KPOBOTECUEHHUS TPEOYIOT
TOCIIMTAIN3AMY, T[eMOTpaHcQy3ud; NpH AJIUTENBHO NEPCUCTHPYIOLIEH MaKporeMaTypusi cienyeT
00CYINTH BO3MOKHOCTD CEIEKTUBHOM HMOOIM3aNK CETMEHTAPHOM apTepru UiIH HEPPIKTOMHUH.

Hedgponumuaz u ocmpas noveunas konuka TpeOyeT CTAaHIAPTHOTO BEJICHHUS.

Yacmule unu xponuueckue ooy B npoexuun noyek npu [1BI1 Moryt ObITH cleaCTBHEM 3HAYUTENHHOTO
WX YBETUYEHUs U(WIIM) OJHON WIIM HECKOJBKHUX KPYIHBIX KHCT C KOMIIpecCHel mapanedpusi U COCEAHUX
opraHoB. [Ipu KOHCEpBaTHMBHOM JICYCHUHU MPUMEHSIOT HEONMHOHWIHbIE aHAJIBIETHKH; CTapasch H30eraTh
npenapatoB ¢ HedporokcumyeckuMu dddekramu. Ilpm xpoHmyeckux O0msix — 00€30071MBaIOLINM
JNEHCTBUEM MOTYT 00JIafiaTh TPUIUMKIMYECKUE aHTuaenpeccanThl. [Ilpu orcyrcTBum 3ddexra oT
(apmakoTepanuyu paccMOTPETh BO3MOXXHOCTh MEXaHMYECKOH NEKOMIIPECCHU, KOTOpas HE OKasbIBaeT
BIMSHUS Ha TIOYEYHBIH NPOTHO3: BBEAEHHS 0JTaHOJA B MOJOCTb, MEPKYTAHHOW ITyHKIIWH,
JAMapoCKOMUYECKOW WM XHPYPrHYecKOd (QeHecTpaluu KpYMHBIX KUCT. Takke MOxKeT ObITh
3G QeKTUBHON JAeHepBalMsig TOYeK, a y JHaIM3HbIX OONbHBIX - Hedpokromms.  [lokazaHus k
XHPYPrHYECKOMY JICYCHHUIO, OTIPEIENISIOT HHANBUIYAILHO, YETKUX pEKOMEHAAi He pa3padoTaHo.



I[Ipu APIIBII y HOBOPOXIEHHBIX C BBIPAXEHHBIMH PECHHPATOPHBIMU PACCTPOMCTBAMHU WU
HEBOAMOXKHOCTBIO MPOBOJHUTH aJCKBATHOE TIUTAHWE U3-32 KOMIIECCHOHHBIX 3(QEKTOB pe3Ko
YBEITMUEHHBIX TIOYEK MOXKET TPEOYeTCs OIHO- MITH IBYXCTOPOHHSST HEQPIKTOMHUSI.

30T

3IIT nmpu APIIBIT u AAIIBII He nMmeeT cymecTBeHHBIX ocoOeHHOCTe!. [lepen TpaHcIIanTaueil moyky,
KOTOpas sBisieTcsi MeTosioM BbiOopa neyenns TIIH, wHOTMA (WYale y HOBOPOXKIEHHBIX U JETEH PaHHETO
BO3pacTa) MPUXOTUTCS IPOBOAUTH HEPPIKTOMHUIO, YTOOBI OCBOOOIUTH MPOCTPAHCTBO IS ayutorpadra.

[Tatorenetnueckoe nedenue mnpu AJIIIBII — B0O3MOXHO, BOIPOC HEMANEKOro OyIyIIero - Kacaercs
BO3MOXKHOCTH TOPMOXECHHS POCTa KUCT, YBEIMUEHHUS 00beMa NoYeK ¥ TeMoB cHukeHus CKD.

Pasnen 4. llepcnexTussl B Tepanuu [IBIT

HeckonbKko NepCreKTUBHBIX HANpaBICHUH HAXOAATCS ceddac B CTaluM KIMHUYECKHX pPa3paboToK,
KOTOpbIE, BO3MOKHO, IPUBEAYT K POPMYIHPOBKE COOTBETCTBYIOIINX PEKOMEHJALNI:

-Aumazonucmur V2-peyenmopa eéaszonpeccuna. cAMP uMmeeT cyliecTBeHHOE 3HaUEHHE B LIUCTOT€HE3E U
Tparcropre xynopuaa B kuctax npu AJIIIBII. Artaronuctsl V2-penentopa Ba3OoNpecCHHa MOTYT OBITh
3¢ (EeKTUBHBI, MOCKOJIbKY V2-perientop Ba3oNpeccHHa — OCHOBHOW aroHuct cAMP. B 2 HeOombiimx
uccienopanusax toneantaHa (CRISP, MDRD) momyueHsl 0OHajeXWBalomIue pe3yabTaThl B BHUIE
CHIKEeHHE TeMIToB pocTta KucT u CKd.

-Comamocmamun. B TpenBapuUTENbHBIX HCCICAOBAHUSAX TOKa3zaHa BO3MOXHas dS((EKTHBHOCT
COMaTOCTaTHHA, HHTMOUTOpa aJIeHUJIATIUKIA3b], U €ro aHaJlorOB B 3aMEMJICHHH POCTa 00beMa MOYeK.
O’xuparoTcst pe3ysbTaThl M1a1e00-KOHTPOIUPYEMbIX CIEAOBAaHUMN UL THX 2 MIPEnapaToB.

-Uneubumopvr mTOR.. TlomBITKM TIpUMEHEHHWS OTHUX TpermapaToB OCHOBAaHBI Ha JaHHBIX O
B3aMMOJICHCTBIH IUTOIIa3MaTnueckoil vactu PC1 u TyOepuna, a Taxke BelpaskeHHOH akTuBauu mTOR
CUTHAJILHOTO IyTH B AMUTENUH, BeICTHIaOmEeM KUcThl. Marudutopst mTOR, B 4acTHOCTH, 3BEpOIMMYC
MPHUBOAAT K HEKOTOPOMY CHIDKEHHIO pocTa o0BheMa IOYeK, OJHAKO HE OKa3bIBas CYIIECTBEHHOTO
no3utuBHOTO BiustHUA Ha CK® mpu 2-nerHem Habmiogennu. OTpaHWYMBAET NPUMEHEHHE OTHX
IpenapaToB BHIPAKEHHOCTH MOOOYHBIX 3 (PekToB (B 4aCTHOCTH, POCT IPOTEHHYPHUH).

Peanbubix nepcnexTuB natoreHeruueckoit repanuu npu APIIBII B HacTos1Eee Bpemst HET.
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