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Pesiome

AyTOCOMHO-AOMVHAHTHAA MNOIMKNCTO3Has 60NE3Hb NMOYEK — 3TO FEHETUYECKOE MYJIbTUCH-
CTEMHOE KMCTO3HOEe Mmporpeccupyioliee 3aboneBaHue, xapaktepusywleecs Gopmmpo-
BaHMEM 1 POCTOM B OOEMX MOYKAX XKMUAKOCTb-COAEPKALLMX MONOCTEN U Pa3BUTUEM XPO-
HUueckon bonesHu novek. Yactota BCTpeyaemocTy No mupy coctasnseT 1:400-1:2500 ye-
nosek. [MpryrHON Pa3BUTUA AYTOCOMHO-AOMUHAHTHOW MONMKUCTO3HON 6ONEe3HU noyek
aBnaeTca myTauma B reHax PKD1 n PKD2, kogmpyowmx noaANUnCTUH-1 1 NOANLNCTUH-2
COOTBETCTBEHHO. HapyleHue akcnpeccmm 3Tux 6enkoB OOYCNIaBVIBAET MOBbLILLEHHYIO
CeKpeuuto XUAKOCTY KINeTKaMU SMUTENUSA NMOYEUYHbIX KaHaNbLEeB, UX U30bITOYHYIO MPo-
nudepaumio n geagnddepeHUNPOBKY, NPBOAA K 06pa30BaHNI0 KUCTO3HbIX 06pa3oBaHui
M ux pocTy BnocneacTeun. KnmHuka 3aboneBaHna pasHoOOpasHa Y UMeeT NoYeyHble U1
BHEMOYEYHble CUMMTOMbI, OHAKO Y fieTe MOXET NPOTeKaTb 6€CCMMNTOMHO U NPOSB-
NATbCA apTepuanbHON rmnepTeH3mel 1 6oNAMY NOYEYHOro reHesa. [ljuarHocTka OCHo-
BaHa Ha BbIBIEHNN KNCT MeTogom Y3/ 1 onpegeneHnn mytauum reHoB. JleyeHne HoCcuTt
KOMMJIEKCHBI XapaKTep 1 OrpaHMuYnBaeTCA B NeAnaTpMUeCcKomn NpakTuke NpuMeHeHnem
nHrnbuTopos AMNO, mogudukaumern ob6pasza XU3HU N KOHTPOJIEM YPOBHS apTepUuasibHOro
[aBrieHuA.

KnioueBble cnoBa: A[I[TKB, NonnKncTos, Novkn, reHeTnka, myTaumsa, Haclie4CcTBEHHOCTb,
UunMonaTus, natoreHes, TPaH3NeHTHbIe peLenTopHbIe NOoTeHuuabl
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Abstract

Autosomal dominant polycystic kidney disease is a genetic multisystem progressive
cystic condition characterized by formation and growth of fluid-containing cavities in
both kidneys and the development of chronic kidney disease. The worldwide frequency
of occurrence is 1:400-1:2500 people. The cause of autosomal dominant polycystic kidney
disease is a mutation in PKD1 and PKD2 genes encoding polycystin-1 and polycystin-2,
respectively. Violation of these proteins expression causes increased secretion of fluid
by epithelial cells of the renal tubules, their excessive proliferation and dedifferentiation,
leading to fluid-containing cysts formation and their subsequent growth. The clinic of the
disease is diversified and has both renal and extrarenal symptoms; however, in children
it may be asymptomatic or manifested by arterial hypertension and pain of renal origin.
The treatment is comprehensive and is limited in pediatric practice by the use of ACE
inhibitors, lifestyle correction and blood pressure monitoring.

Keywords: ADPKD, polycystic kidney disease, genetics, mutation, heredity, ciliopathy,
pathogenesis, transient receptor potentials

B BBEJEHWE

AyTOCOMHO-AOMMHaHTHasA MOMNKUCTO3HasA H6onesHb nouek (ALMKB) — 370 reHeTnye-
CKOe MyNbTUCUCTEMHOE KUCTO3HOEe Mporpeccupyiollee 3aboneBaHune, OoTHOCALeecs K
uunuonatusam (no MKB-10 Q61.2) [1]. Ans ALMNKB xapaktepHbl GopMUpoBaHMe 1 POCT B
06eunx NoYKax XUAKOCTb-COAEPKALLMX MOMNOCTEN, NMPUBOAALNX K YBENNUYEHNIO 06beMa
nouek 1 PasBUTKIO XPOHUYecKon 6onesHn nodek (XBIM). Mpu ALAMNKB Takxe noparkatotca
neyeHb, ceneseHKa, MOAXKeNnygoYHas Xesesa, rosIoBHON MO3T 1 KPOBEHOCHbIe cocyAbl [2].
Tak, Nnporpeccrpyowmii PocT KUCT B MOYKaX CONPOBOXKAAETCA GOPMUPOBAHEM KUCT B
neyeHy, NOMXKENYOAOUYHON »Kenese 1 ceneseHKe, a Takke apTepuasnbHON runepTeHsnen,
LepebpanbHO aHEBPU3MON 1 NMopakeHneM cepaeyHbix KnanaHos [3]. [lJaHHaa naTtono-
rma Hacnenyetca No ayTOCOMHO-AOMMHAHTHOMY TUMY M MOXeT BO3HMKaTb BCNeAcTBue
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MyTauum de novo. B 70% cnyyaes npu AMNKB naymeHTbl B Bo3pacTe oT 40 fo 70 neT HyX-
JaloTcA B 3amecTuTenbHoM noyeyHom Tepanuu (3M1T) [4].

B LIEJTb PABOTbI

M3yuntb 1 ocBeTUTb COBpPEMEHHbIE AaHHble O NaToreHese, ANArHOCTUKE U JleUeHnn
ANKB 1 oTMETUTb 0COBEHHOCTY TEUEHUA 1 Tepanumn JaHHOW NaTONOMMN B ETCKOM BO3-
pacTe.

B VICTOPUYECKASA CIMPABKA

HeBO3MOXHO TOUHO OTCIeAUTb NepBble 3a40KYMEHTUPOBAHHbIE YITOMUHAHNA MOMN-
KMNCTO3a. DTO CBA3AHO C Pa3fINYHbIMU UCTOPUYECKUMW MPUYMHAMNY, TaKUMU KaK OTCYT-
CTBME MOHMMaHNA HOPMasibHOWM aHaTOMUKM Tena YenoBeka, Penurno3Hble 3anpeTbl, pas-
NNYHbIE TEOPUUN MPOUCXOXKAEHUA GonesHeln, HEBO3MOXHOCTb pa3finyaTtb 3aboneBaHuA
mexzy cobor u Apyrumu. MI3BecTHO, UTO MOSIMKMCTO3 NMOYEK BCTPeYaeTca y Nitofen pasHbix
STHUYECKNX FPYMM 1 XKMBOTHbIX. DTO MO3BONAET NPEANONOXKNTb, YTO NOANKNCTO3 COMpPO-
BOX[aeT HacC C Camoro Hayvasna 3BOOLNN.

Co BpemeHeM TeopuA ycTynana MecTo NMpakTUKe, peNnrno3Hble 3anpeTbl Ha BCKPbI-
Te YenoBeyeckmx Ten Obinn CHATbI, CTana pa3BUBaTbCA aHAaTOMUA, a 3a Hell BneyvatnsaLle
ObICTPO 1 BCA MeAULIMHCKAnA HayKa. B pa3nunuHbix nybnukaumax n cOopHmMKax ctanm noss-
NATbCA ONMCaHMNA NOYeK, TakKne Kak «Macca My3blpbKOB, HANOIHEHHbIX rYCTOW, IUMKOW 1
MKeNTON XNAKOCTbIO» UIN «OXKHbIN IXMHOKOKKO3 noyek» [5, 6]. XoTa naTonoroaHaToOMbl 1
OMUCbIBaNV N3MEHEHHble MOYKM, GONbLLIOro BHUMaHMA 3TO He NpuBReKno [7].

CamMbIM 13BECTHbIM Cllyyaem cTana cMepTb koponsa CredaHa batopua B 1586 rogy, no-
NOXKUBLLAA Hayano NpPU3HaHWIO NOIMKMUCTO3HOM 6one3Hn noyek. CUMATOMbI U TeyeHue
3aboneBaHVA 3a HECKOMNbKO [Hel 10 ero CMepTy, a TakKe pe3ynbTaTbl ayToncum 6o
odunLManbHO 33J0KYMEHTUPOBaHbI. 9To no3sonuno B 1933 rogy B KpakoBe ycTaHOBUTb
Hanbonee BEPOATHYIO NPUUMHY 6ONE3HU: MOSIMKMNCTO3 NOYEK 1 ypemus.

B 1888 ropy Lejars BBen TepM1H «NOANKNCTO3 Nodek». OH yCTaHOBWA Hannumne xapak-
TEPHbIX KINNHNYECKNX CUMMNTOMOB 11 @aHaTOMO-MATONIOrnyeckon KapTuHbl [8]. Bckope no-
CJle 3TOro CTano M3BECTHO, UTO XMPYPryeckoe BMeLLATeNIbCTBO He OKa3blBaeT neyebHo-
ro BO34eNCTBUA, a fanbHellwee pa3BMTe ANarHOCTUKM 3aBUCENO OT pa3BUTA METOAOB
BM3yanusaummn. Ewle nosxe ctanm pa3sBrBaTbCA TEOPUM NaToreHesa v NpPeanosioxeHne o
reHeTnyeckon ocHose 3abonesaHusA [9]. Vi3yuyeHne 3aboneBaHNA 1 KapTUpOBaHUe reHoB
NPOoAOMKaeTCA 1 B HaCToALLEee BpeMs.

B S[MMOEMNONOINMA N MATOTEHE3

ANKB aBnsaeTcsa ogHOM U3 Hanbonee pacnpoCTPaHEHHbIX NPUUYNH HAaCNeACTBEHHOIO
LEeTCKOro KMCTO3HOrO 3abonieBaHNA noyek. 3abonesaHune nopaxaet 4o 12 MUINMOHOB Ye-
NoBeK No Bcemy Munpy. TOUHyI0 OLeHKY pacnpoCcTpaHeHnsa B MONyNALMM faTb OYeHb TPya-
HO, laHHble CUJIbHO BapbKMpPYIOT, UTO B TOM YKC/e CBA3aHO C 6ECCUMNTOMHbIM TeYeHnem
6onesHun. NMpeanonaratoT B cpeaHeM 1:400-1:2500 yenosek [3, 10]. AAMNKB BcTpeyaeTca ¢
O[MHAKOBOW YaCcTOTON Y 060UX NOMOB 1 HE UMEET PacoBO NPeAPacnoNoXeHHOCTH.

B 6onblumnHctBe cnyyaes A[INKB pa3suBaetca Bcneactame mytauum B reHax PKD1 u
PKD2, nokanusytowmxca Ha xpomocomax 16p13.3 n 4q22.1 cootsetcTBeHHO [11]. Mprnuem
MyTauum B reHe PKD1 BcTpeuatoTca B 78% cnyyaeB 1 obycnaBnvBatoT 6onee TaxKenyio
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KNUHUKY B OTAnume oT MyTauui B reHe PKD2, BcTpevatowmxca B 10% cnyyaes. B octanb-
HbIX Cllyyasx, Ha3biBaeMbIx aTunuuHon AANKB, pernctpupyioT myTaumm B 4pYrux reHax —
GANAB, PRKCSH, DNAJB11, ALG9, ALGS8, SEC61B, SEC63 [3, 4, 10-12].

leHbl PKD1 1 PKD2 KopupytoT MHTerpasbHble MembpaHHble 6enky nonnumnctuH-1 un
NONINLMCTUH-2 COOTBETCTBEHHO, KOTOPbIE PErynnpytoT KNeTouHble NpoLecchbl, Takme Kak
TPaHCMOPT XNIKOCTH, anddepeHLMpoBKa, nponndepaLmns, anonTos KAeToK 1 KNeToyHas
agresus.

Monuunctun-1 (PC1) npepctaBnsaet coboi focTaTouHo 6onbluyto (462 k[la, 4302 amu-
HoKMcnoTbl ¢ 11 TpaHCMeMOpPaHHbIMY AOMEHaMM) MOJIEKYSTY CO CIIOXHbIM MPOCTPaH-
CTBEHHbIM cTpoeHureM. Mo cytn, PC1 ABnAaeTca MHOropyHKLMOHaNbHbIM peLenTopom 1
nepBOHayYanbHO 3KCMPeccMpyeTca B AUCTaNbHbIX M3BUTbIX KaHasbLax U cobupaTenbHbIX
npoToKax noyek. [loMMMO NOYEYHOro NUTENNA OH NOKaNM3yeTcA B natepanbHOM AOMe-
He nnasmartuyeckon membpaHbl 1 afre3uBHOM KOMIJIEKCE B MONAPU3OBAHHbIX SNUTENN-
anbHbIX KNeTKax B cepfLe, nevyeHu, SHOOKPUHHbIX Xene3ax, KocTax [13]. Hanbonee Bbico-
Koe cofiepxaHue PC1 pernctpupyetca B deTanbHOl noyeyHom TkaHu. C BO3pacTom ero
KOJINYeCTBO 3HaunTeNbHO yMeHbluaeTca [14]. C Bbicoko akTuBHOCTbIo PC1 B deTanbHbIN
nepuop v B paHHeM JeTCKOM BO3pacTe CBA3bIBAIOT Honee NporHoCTUYECKM TAXKeNoe Teye-
Hue ALNKB, BbifiBNAemMoe BHYTPUYTPOOHO UK y ManeHbKrx AeTein. BHyTprkneTouHas un
BHYTprMembpaHHasa YacTb PC1 urpaeT BaxKHYy0 ponb B MeXKNeTOUHOM, 6enkoBo-6enko-
BOM 1N 6enKoBO-MaTPMKCHOM B3anMoAencTBun. BHeknetouHble fomeHbl PCT yyacTBytoT
B MpoLieccax NOTOKa »KMAKOCTU 1 AaBneHuA B noukax. B Hopme PC1 nogsepraetca pac-
wenneHuto B N- n C-TepmnHanbHbiX fomeHax. B cnyyae akcnpeccun mytuposasluero PC1
paclienneHve TepMUHabHbIX AOMEHOB He OCYLLEeCTBAAETCA, UTO NPUBOAUT K Pa3BUTUIO
ALNKB, Hanpumep, Npn mucceHc-myTaumm [15, 16].

Monuunctun-2 (PC2) Takke npenctaBnaeT cobo romoTeTpaMepHyo CTPYKTYpY 13
968 aMMHOKMCIOT C MoneKynsapHoi maccon 140 ka n 6 TpaHCMeMbpaHHbIMU JOMEHaMM.
MonuuncTnH-2 nokann3oBaH B NePBUYHON LANN 1 B Ma3MaThyecKon membpaHe sHAO-
naasMaTMYeCcKoro peTuKynyma 1 SKCNpeccupyeTca NperMyLecTBEHHO B ANCTaNbHbIX U3-
BUTbIX KaHanbLax v netne lenne. Mo ceoen pyHKLMM PC2 ABNAETCA KanbLMeBbIM KaHalloM
1 BbICBOOOXKAAET KanbLMi U3 BHYTPUKNETOUHbIX XPaHWIIMLL B OTBET Ha JIOKaribHOe yBenu-
yeHue ero KoHueHTpaumu [17, 18]. MyTaymm PC2 npnBogAT K HapyLueHro GyHKLUOHMPY-
towero KaHana v asnatca npuumnHon AANMKM [19, 20]. Mpw 3Tom B camon cTpyKType PC2
€CTb YYaCTKW, MyTaLUn B KOTOPbIX He MPUBOJAT K KakUM-TN60 N3MeHeHMAM B GYHKLMO-
HUPOBaHNN KanbLMeBbIX KaHaMOB 1 Pa3BUTKIO K1cTo3a [15].

Bmecte PC1 n PC2 dopmupytoT reTepognmepHbIi NOANLUCTUHOBBIA KOMMIEKC B CO-
oTHoweHun 1:3 [1, 2]. PC1 1 PC2 GpyHKLMOHMPYIOT B 3TOM KOMIJIEKCe, MoMoras perynu-
poBaTb POCT 1 NponudepaLmio KNeToK, MArPaLrio KNEeTOK U MeXKNETOUHble B3arMogaei-
ctBuA [21]. NoONMUUCTUHOBBIN KOMMEKC pacrnonaraeTca B cTepxHe 1 6a3anbHoOM Tene
NepPBUYHBIX LN, ABAAIOWMNXCA CNOXKHOWN KNEeTOYHOM CTPYKTypoMn. [MepBrnyHaa umnma
npepctaBnsaeT coboi aHTEHHONOAOOHYI0 OpraHesnsy, OTBETCTBEHHYO 3a B3aUMOAENCTBUE
C OKpYXeHueM KneTku. Ha nepBUYHON LUMN KOHLEHTPUPYETCA MHOXECTBO BenKoBbIX
CTPYKTYP — CUTHanbHbIX MoneKkys. Pacnonaraacb Ha KneTkax noyeyHbIX KaHanbLes, nep-
BMYHbIE LN YNABAMBAIOT MeXaHUYeCKre N XMMUYeCKre CUrHasbl U TeM CaMbIM pearu-
pYyIOT Ha MOTOK Xnakoctn. CBOWN BKNag B 3TOT NpoLecc BHOCUT NOULMUCTUHOBBIA KOM-
nneKc, pearnpysa Ha MexaHnyecKme CTUMy bl U3MEHEHMEM KOHLEHTPaLMN BHY TPUKNETOU-
Horo Kanbuus [2, 12].
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Crpyktypa u dyHKuma komnnekca PC1/PC2 no HacTosliee BpeMA BCECTOPOHHE UC-
cnepytotca. Oba Genka paccmMaTpvBalOTCA B pamKax OTAENbHOro MofcemencTsa n3 Cy-
nepceMencTBa KaHanoB C TPAH3UTOPHbIM pelenTopHbiM noTeHumanom (TRP) [2, 22].
TRP-KaHanbl — 3TO CEMeNCTBO KaTUOHHbIX (KanbLMeBbIX UK HaTpueBbIX) KaHanos. Mogce-
mericTBo TRPP-kaHanos (polycystin, TonMuMCcTMHOBBIE KaHanbl) cofeput 8 nsodpopm, ns
KOTOpPbIX KaHanamu aenaTca nuwb TRPP2, TRPP3 n TRPP5. TRPP2-kaHanbl 60sblue BCEro
3KCMPeCCHPYIOTCA B SNMUTENNM NMOYEYHbIX KaHaNbLeB, @ TakXKe UrpatoT 3HaUMMyto porb B
aMbpuroreHese 1A NPaBUSIbHOMO PACMOSIOXKeHUA opraHoB. MNocpeacTBom cnnpanb-crnu-
panbHoro (coiled-coil) pomeHa kaHanbl TRPP1 1 TRPP2 06pa3ytoT nonnumncTMHOBbIA KOM-
MNneKc, KOTOPbIA ABNAETCA CEHCOPOM AaBfieHNA B Noukax 1 perynupyet notoku Ca®* B 3a-
BMCMMOCTYU OT cunbl Bo3gencteua. Mpwu atom PC1, B otnnumre ot PC2, He obnagaeT cxoxen
C OCTanbHbIMU NpeAcTaBMTENAMM KaHanos TRP cTpyKTypoii 1 He aBnAeTca GyHKLMOHaNb-
HO MOHHbIM KaHasnioMm, a 3HauunT, B AeNCTBUTENIbHOCTN He BXOAUT B rpynny TRPP [22].

B coBokynHoctu natoreHe3 A[IMKB cknagpiBaeTca U3 HapyLweHna GyHKLMOHNPOBaHNA
MHOeCTBa MeXaHN3MOB, B KOTOPbIX y4acTByeT NONMLUCTUHOBDIN KOMMNJEKC. B pesynbrate
3TOro cTMmynupytotca nponudepaums, feanddepeHumanma n ceKpeLmns XUgKocTu, npu-
BoAALLMe K 06pa30BaHMI0 U POCTY KUCT. Tak, HapyLlaeTca perynaumsa KOHLEeHTpaLum BHY-
TpuknetoyHoro LAMO, yeln ypoBeHb NOBbILWAETCA, CTUMYNNPYA NponndepaLunio 1 ysenu-
YeHUe KNETOK, a TaKXkKe CeKpeLnio XXMAKOCTHY, a McYe3HoBeHMe B3anmogenctensa C-koHua
PC1 c komnnekcom Ty6epo3HOro ckneposa NPUBOAUT K aKT1BaLUN MULLIEHW panaMyLMHa
mnekonuTatowwmx (MTOR), perynupytoLlen KneTouHblin pocT 1 nponndepayuto [23]. MNato-
nornyeckas nponudepauus Takxe obycnoBneHa HapyLleHneM B3aumMoaencTBnA Nonnuu-
CTVHOBOrO KOMIIeKca C AHYC-KMHa3om 1 MHrmbutopom ceasbiBaHua ¢ IHK [11]. OgHako
N5 00pa3oBaHUA KUCT HEQOCTAaTOYHO NINLWb 3TUX MEXAHU3MOB CaMKX Mo cebe.

[lo KOHUa He M3yYeHHbIM OCTaeTCA MexaHV3M B3aUMOAENCTBUA NMEPBUYHON LN
C NONNLUMUCTMHOBBIM KOMMJIEKCOM. B xoae nccnefoBaHuUin BbIICHWIOCH, YTO NOoTepA nep-
BUYHbIX Lnuin npu AAMKB nprBOAUT K CHUXXEHUIO KNCTOOOpa3oBaHmA, He obecneumnsas,
OAHaKO, NOJIHOrO OTCYTCTBUA KUCT [3, 24]. OTO cBMAETENbCTBYET O ABONHON ponun nep-
BMYHbIX UMANiA B 06pa3oBaHMM KUCT. Tak, obpa3oBaHue KUCT MHIMOMpyeTca Lunmamm
npu HanUYMM NOANLMCTUHOBOIO KOMMJIEKCA U CTUMYNIMPYETCA NPY ero oTCyTCTBUM [24].
Tak>ke BaXKHbIM OKa3anoCb UMEHHO UuanapHoe pacronoxeHne PC2 ona TopMoXKeHUs
obpazoBaHuA KUCT [20]. AKTUBHbBIM YYaCTHUKOM 1 MOCPEAHNKOM STUX B3aMOAEeNCTBUN
OblN NPeaNnoXXeH HEKUI Lunna-3aBUCUMbIin akTeaTop KUCT (CDCA), HeM3BECTHbIN JO CUX
Mop CUrHanbHbIN MYTb aKTUBALMM KNCTOOOPa30BaHMA, B HOPMasibHbIX YCNOBUAX UHIMOU-
pyembli MOANLUCTUHOBBIM KOMMIEKCOM Y YUYaCTBYIOLMNIA, COOTBETCTBEHHO, COBMECTHO C
NepBUYHON LUAMen N NOANLUCTUHOBBIM KOMMIEKCOM B pPerynauum gmameTpa npocseTa
KaHanbua [3, 12, 24].

Bbonee taxenoe teueHne AJNKB npu nopaxeHun reHa PKD1, pokanbHoe Knuctoobpa-
30BaHue 1 pa3Hbi pasmep Kuct npu AANKB moryT 6biTb 06bACHEHbI TMNOTE301 «BOVHO-
ro ynapa». CornacHo 3Tow runoTese Aj1a Hayana pasBuTKA NaToreHesa NoM1mMo CyLLecTBy-
foLLe YyHacneJOBaHHOWM OT OQHOr0 POAMTENA MyTaHTHOW annenu, Ha3biBaeMoW «nepBbiM
YAAPOMy, LOMKHA NPOU30NTY MyTaLMsA B HOPManbHOWM KOMUW FreHa, TO eCTb JOKeH Npo-
N30MNTW «BTOPOW yAap», YTO NMLb MMeeT BEPOATHOCTb Ha MPOTAXEHUN BCErO BPeMeHU
CyLLeCcTBOBaHMUA opraHn3ma. BepoaTHocTb 3Toro cobbita y reHa PKD1 Bbiwe, uem y reHa
PKD2, npubnusntenbHo B 4 pa3a B CUJIy COOTBETCTBYIOLEN pa3HWLbl B pa3mepe 3TuX
reHoB, UTo 1 onpefensaeT TAXecTb coctoaHuA npu ALNKB, obycnosneHHom MyTaumen
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B reHe PKD1 [3]. CTOMUT OTMeTUTb, YTO B HacTOsALlee BPeMaA CyLLeCcTByeT Takxe runoresa
«TPOWHOro yaapa», Npeasiaraollas B KauecTBe «TPeTbero yaapa», 3aMeTHO YCKOPAIOLLEro
KUCTOreHes, TpaBMy NOPaXeHHbIX «ABYMA yaapamu» noyek [12].

Ha nporpeccupoBaHue 3abonesaHna mMoryT BAMATb ypoBeHb akcnpeccun PC1, na-
TOreHHble annenn 1 ctagum passuTna nouvek npu mytaumm PC1. MoTepa dyHKUMOHaNb-
HocTn 6enkoB PC1u PC2 B pa3BurBatoLLelica NOUYKe Bbi3blBAeT ropasgo 6osnee cepbesHoe
KNCTO3HOE 3abosieBaHNe, YeM BO B3POC/ION. ITO FOBOPUT O TOM, UTO notepaA GpyHKLMMU Nno-
NUUMUCTUHA B TeYeHne nepuoga ObICTPOro KNeTouyHoro pocTta v AeneHns, KoTopas Xxapak-
TepusyeT NOCTHaTaJIbHOEe Pa3BUTUE NOYEK, CO3aeT NPeAPacnonoKeHHOCTb K iucToreHe-
3y, Torga Kak GyHKUMA NoNMUMCTMHA NoCsie 3TOro nepuoga KnetouyHon nponudbepaumm
ropasfio MeHee KpUTHUYHa.

MaToreHes atununuHbix popm ALIKB, Bbi3biBaeMblx noBpexaeHnem reHos GANAB,
PRKCSH, DNAJB11, ALG9, ALG8, SEC61B 1 SEC63, 06ycnoBneH Take CHVXeHnem cofiep-
XaHua PC1 BcnefcTBue HapylleHWsA CTPYKTYpPbl COOTBETCTBYIOLUMX G6ENKOB, OTBETCTBEH-
HbIX 33 NOCTTPAHCAALMNOHHbIE NPOLIeCChl CO3peBaHMA 1 TpaHcnopTuposkK [10, 12].

B K/IIMHUKA

XoTa Tak npuHATO cumTatb, ALANKD He ABNAETCA UCKMIOUNTENBHO «B3POCION» NaTo-
norven, ee maHndecTauma MOXeT CNyUnTbCA Aake B €TCKOM BO3pacTe, a 06pa3oBaHue
KNCT B MOYKax M BOBCE HauMHaeTcAa B yTpobe [25]. AnutenbHoMy 6eCCMMNTOMHOMY Te-
yeHuto 6051€3HN CNOCOOCTBYIOT KOMMNEHCATOPHbIe rnnepdunbTpauma u rmneptTpodua no-
yek. Ha gaHHbIi MOMEHT He CyLlecTBYeT HMKakol apyron knaccndukaumm AANKB kpome
KnaccndukaLlmm, OCHOBaHHOW Ha BO3pacTe NoABMEeHNA NePBbIX CePbe3HbIX KNMHUYECKIMX
npu3HakoB. Tak, NOMUMO 06bluHOM dopmbl ALMKB, MOXHO BblgenuTb paHHo ALIMKB,
TAXesble CUMMTOMbI NPU KOTOPOW NOABAAITCA B BO3pacTe oT 1,5 go 15 neT, n oueHb paH-
Hioto AINKB, npu KoTopo y»Ke BO BHYTPUYTPOOHOM Nepurofie onpeenaoTca MasioBoane
N rMnepaxoreHHan yBennyeHHasa noyka [26]. MNauyneHTbl ¢ oueHb paHHen ALMKD yxe B
[eTCKOM BO3pacTe HY>K[aloTCA B 3aMecTuTeNbHoM noveyHou Tepanun (3M1T) [27].

KnnHnka npn ALMNKB cknagbiBaeTca M3 NMOYeYHbIX 1 BHEMOYEYHbIX Npu3Hakos. Cpean
noyeyHbIX NPOABAEHUI BbIAENAIOT rMNepTeH3nto, reMaTypurio, MPOTENHYPUIO, HapyLUeHne
KOHLIEHTPALIMOHHOWM CNOCOOHOCTM MoYeK, MHOMLMPOBaAHUE KUCT, NoYeyHylo 605b, Moye-
KameHHyto 6051e3Hb 1 NOYeYHY HeJOCTaTOYHOCTb, @ CpeAr BHENoYeuHbIx — obpasoBaHue
KUCT B MeYeHu, YTo Yallle, v B NOAKENYyLOYHOW »Kene3e, cene3eHKke, CEeMeHHbIX My3blpbKax
N ANYHKKAX, @ TaKKe MHTPaKpaHUasnbHble aHeBPY3MbI, MaxoBble 1 abfOMMHasbHbIE FPbIKI 1
nopakeHve KnanaHoB cepALa, B YaCTHOCTM Mponanc MutpanbHoro KnanaHa [10, 25, 28, 29].

CeppevHo-cocyamncTas cucrema

OpgHuM 13 cambix yYacTbix nposasneHnin ALMNKBE (y 20% petelr) cO CTOPOHbI cepaey-
HO-COCYAMCTON CUCTEMbI ABNAETCA apTepuanbHaa runepteHsua (Al), pa3BuTre KOTopown
CBA3bIBAKOT C PEHMH-aHIMOTEH3MH-anbhocTepoHoBon cuctemon (PAAC), cumnatuyeckom
HEepBHOW CMCTEMON 1 SHAOTeNManbHon aucoyHkumen [25-27, 30]. Kuctbl, 6e30ctaHoBOY-
HO yBeNMUUBaACb, CAABMMBAOT MOYEYHYIO MAPEHXMY 1 COCYAbl, NPUBOAA K JIOKaNbHOM
ULIEMUY U TUNOKCKK, uTo cTumynupyet aktueaumio PAAC. PAAC, B cBOto ouepefb, BO3aen-
CTBYIOT Ha CUMMATUYECKYI0O HEPBHYIO CUCTEMY, B OTBET BblOpacbhiBatoLLylo B KPOBb KaTe-
XonamuHbl [26]. B pa3sutum Al urpaeT ponb 1 sHJoTennanbHaa AncyHKLUA, BO3HMKalo-
LasA BCIeACTBMNE HapyLLeHMA 06pa3oBaHNA oKcmnaa a3oTa, AUNCOYHKLMM MbILLEYHOTO oA
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COCY[i0B, CBAA3aHHOW C AedeKToM NonnuUmncTUHOB [26]. Al yalle noABnAeTCA BO B3POC/IOM
BO3pacTe, OJHAaKO HepeaKko MOXKeT ObiTb 0OHapyeHa 1 B feTCKOM BO3pacTe, UTO B Ta-
KOM cnyyae xapakTepu3syeT 6onee Taxenoe teyeHne 6onesHm [31]. Takke y naumeHToB
c AIINKB oTmeyvaloTcA 3HaAUMTENbHO Yalle npornanc MUTPanNbHOMo KnanaHa, rmnepTpo-
duna neBoro xenypouka, u4to accounmpoBaHo c Al, © MHTpaKpaHWanbHble aHEBPU3MbI
[26, 32, 33]. MNoatomy B cBA3M € pa3BuThem 3[1T Ha AaHHbI MOMEHT NMEHHO CepAeYHO-
cocypuctble ocnoxkHeHua ALINKB asnatoTcA Hanbonee onacHbiMK [26].

KenypouHo-KuweyHas cucrema

Y naumenTtos ¢ AJMNKB ropasgo vale obHapyxnBaloTcA naxoBble U abfoMUHaNbHble
FPbIKM PasHbIX NOKanu3auuii, YTo, NPenosioKMTENbHO, MOXET OblTb CBA3aHO C MOBbI-
LIEHHOW ceKpeLuel BHEKNETOUHOW »KUAKOCTA U/WAN yBENMYEHEM BHYTPUOPIOWHOIroO
[aBNeHnA BCNeACTBME KACTO3HbIX 06pa3oBaHMii B MOYKax, MeYeHu, cefie3eHKe 1 nopgxe-
nypouHoii »enese [34]. B neueHu knuctbl npu AAMNKB BcTpevatotca 6onee yuem B 90% ciy-
yaeB B Bo3pacTe 6osiee 35 feT, ofHaKo GYyHKLMA NeyeHn oObIYHO He CTPaAaeT, HO MOTYT B
20% cnyuyaeB oTMeuyaTbcA abgomuHanbHble 60K, paHHee HacblleHne 1 racTpoasodare-
anbHbIN pedniokc [10, 33].

MoueBbigenutenbHasa cucrema

MNMoueyuHan 6onb ABnAeTcA YacTbiM NpuaHakom ALMNKB (y 16-30% peTein) n MOXeT ObITb
KaK OCTPOW, Tak 1 XpoHuyeckon [25, 30]. OcTpas 605b BO3HMKAET, Kak NpPaBwuiIo, BCea-
CTBME pa3pblBa KUCTbl, ee MHOMLMPOBaAHUA UM obpa3oBaHUA KaMHel B noukax [33].
MpunbnnsntenbHo y 60% B3POCIIbIX NAaLMEHTOB OTMeYaloTCcA 60N B KUBOTE, CNNHE 13-3a
yBeNUYEHHbIX pa3MepoB nouek [29].

B JVATHOCTUKA

OuarHoctuka AJMNKB HaumHaeTcAa co cbopa cemeliHbIX aHAMHECTUYECKUX AAHHbIX.
Mo cTatnctuke, 6onee 80% naLMeHTOB yKa3blBalOT Ha Hannume KMCTO3HbIX 3aboneBaHunin
B CeEMeNHOM aHamHe3e. 3anofo3putb AAMNKB Takke MOXHO MO KNNHMYECKON KapTUHe.

B HacToALlee Bpema MeToAbl BU3yanv3aunn ABNATCA efUHCTBEHHbIM CocoboM no-
CTaHOBKM AMarHo3a 10 NoABfeHUA CMNTOMOB, @ B YaCT/ CJlyYaeB KUCTbl MOYEK ABNAIOT-
CA CNlyYaliHOW HaxOo[KoW Mpu MpoBeAeHUW AMArHOCTUYECKOWN Bu3yanm3auumn opraHoB
6ptoLwHoM nonocTn [35].

Jlyywm Boibopom ana perynapHoro HabnogeHua AJNKB asnaetca ynbTpa3BykoBoe
nccnepoaHme (Y3W). 3To HEMHBA3MBHbIN, ObICTPBIA 1 HEAOPOroW CNoCcob, TakKe NO3BO-
naowmn anddepeHUnpoBaTb KUCTbl OT KPOBOU3NMAHNUIA 1 HOBOOGpa3oBaHuin. Y3 no-
3BOJIAET OLeHWTb NPOCTble KUCTbI, YTONLLEHHbIE MeperopofKu, Haimuyme aH3XoreHHbIX
N TMNepP3XOreHHbIX CTPYKTYP. TPaAULMOHHO MEeTO[ OrpaHNUYNBAETCA BbIABNEHMEM KUCT
6onee 10 Mm B AnameTpe, ofHaKo Y3l BbICOKOro pa3pelleHus, BbINONHEHHOE BbICOKO-
KBanUGMUMPOBaAHHbIMU CNeLnanmcTaMmm, MoXeT OOHapyXWTb KUCTbl BCero 2-3 MM B
avametpe [10]. Kpome Toro, Y3/ no3sonaeT ocywwecTBAATb NPeHaTasbHYyl0 AMarHOCTUKY.
Bo Bpems nccnenoBaHMA OLEHUBAIOT Pa3mep MoYekK, X SXOreHHOCTb 1 KOPTUKO-Meay -
nApHyto anddepeHLpPOoBKY, NOKanmM3aLmio 1 pasmep KUCT, U3MEHEHMA YalleYyHOo-Noxa-
HOYHOW CUCTEMbI, @ TaKXe OLEeHMBAT 00beM aMHUOTUYECKON Kuakoctu [35]. [laneko
He Bcerga KNCTbl MOXHO yBUAETb BHYTPUYTPOOHO, MO3TOMY NMOCTHaTalbHaA ANarHoCTUKa
NPOoBOAWTCA BCEM AETAM.

«Mepunatpus BoctouHasn EBpona», 2024, Tom 12, N2 2 297



AyTOCOMHO-JOM1UHaHTHaA NOINKNCTO3HaA 6ose3Hb NoyeK y feTei: 0630p nuTepaTypbl

Y nauneHToB C NONIOXKUTENIbHbIM CEMENHbIM aHAMHE30M U HEU3BECTHbIM FEHOTUMOM
Kputepum Y3 cnepyiowne:
® ynaumeHTOB B Bo3pacTe oT 15 fo 39 neT no MeHbLUen Mepe Tpy OQHOCTOPOHHMNE UK

[BYCTOPOHHME NOoYeUHble KNCTbI;

By naumeHTOB B Bo3pacTe oT 40 Ao 59 net no KpavHen mepe ABe ABYCTOPOHHME NO-
yeyHble KUCTbI;
By nauueHToB B Bo3pacTe 60 fieT 1 cTapLue No KpanHen Mmepe No YeTbipe KNCTbl B KaX-

Jon nouke [36].

CyluecTByIOT TakKe OpUrMHaNbHble YNbTPa3ByKOBble AMArHOCTUYECKUE KpUTepuu
PKD1 (Original Ravine’s PKD1 Diagnostic Criteria):

y naymeHToB 15-29 neT fBe KNCTbI Unu 6onee ogHO- UM LBYCTOPOHHEN IoKanu3auuu;
y nauueHToB 30-39 neT ABe KACTbI UNn 6osiee B KaXK oM NMOUKe;

y nauneHToB 40-49 neT ABe KACTbI Unn 6osee B KaXKOM NOUKe;

y NauueHToB 60 NeT 1 cTaplue — YeTbipe KUCTbl nnn 6onee B Kaxgor nouke [37, 38].
Ona grnarHoctukm PKD2 3Tn KpUTepum Takke MoryT ObITb MCMONIb30BaHbl, XOTA U CUK-
TAOTCA MeHee TOUYHbIMU.

KomnbtotepHas Tomorpadus (KT) n MarHUTHO-pe3oHaHcHas Tomorpadus (MPT) ¢ KOH-
TpacTMpoBaHmeM — 6onee YyBCTBUTESIbHbIE METOADBI NO CpaBHeHMo ¢ Y3W 1 no3sonaAoT
BM3yanum3npoBaTb 6onee cnoxHble CTPYKTypbl. bnarogapsa atmm metogam BO3MOXKHO 06-
HapyXmnBaTb KNCTbl AUAMETPOM 2—3 MM, YTO HEJOCTYNHO NPV NPOBeAEHUN TPaANLNOH-
Horo Y3W, ocnoXHeHHble KUCTbI, @ TakKe MUKPOKUCTbI 1 MUKPOdUOPO3 yKe Ha Havanb-
How ctagumn AMNKB [39].

MeTopabl BU3yanu3aumm no3BONAIOT OTCNEXMNBATb COCTOAHME NeyeHU, NoaXenynou-
HOW »enes3bl, ceneseHkn, ANYHNKOB N CEMEHHbIX MYy3blPbKOB, MOABEP>KEHHbIX Pa3BUTUIO
KMNCTO3HbIX 00pa3oBaHUA.

KnnHWYecknin aHann3 KpoBu 1 obwmii aHann3 moun He obnagatoT UHPOPMaATUBHO-
CTblo, TaK Kak MoKa3blBalOT HecneunduyHble pe3ynbTaTbl: YyMepeHHasd NpoTenHypus,
MUKPO- 1 MakporemaTypus, MHOrAa BO3HMKaeT abakTepuanbHasa Nuypus, a B aHanmse
KpoBu — nonuumteMua. Kpome TOro, MpOMCXOAUT HapyLLEeHne SKCKPeL X SNeKTPOINTOB
c moyom [25, 28].

[eHeTuuecKkoe TeCTMpPOBaHKE NPOBOAUTCA NPU HeonpefeneHHbIX pe3ynbraTax MeTo-
[,0B BM3Yyanu3auuy unm Ansa nccnepoBatenbckux Lenei. Hanbonee nogxoaawnm MeTogom
C BEPOATHOCTbIO BbIABNEHMA MyTauuii o 90% crnyyaeB ABAAETCA NPAMOe CEKBEHVPOBA-
Hue [HK, ogHaKo NaToreHHOCTb HEKOTOPbIX U3MEHEeHUI AoKa3aTb TpyaHO. [inAa BbiABne-
HUA geneuunn n gynankauun ncnonbaytoTca kadectseHHas MLUP, MLUP gnnHHbIX dparmer-
TOB, MeTO[ MYNbTUMNNEKCHOW amnnndrKaumm, MaTpryHasa reHoMHas rmbpugmsauunsa. leHe-
TUYECKoe KOHCYNbTUPOBaHMe PEKOMEHA0BAHO POACTBEHHKAM NepPBON IMHUM POACTBA.

AnddepeHumnanbHaA guarHocTrKa

ANKB sBnAaeTca Hanbonee pacnpoCcTpaHEHHOW HACNeACTBEHHOW KMCTO3HOW bones-
HblO MOYeK, OfjHaKO He eAHCTBEHHOW, YTO FOBOPUT O HEOOXOAUMOCTY NPOBeAEHUA ANd-
depeHumanbHomn gnarHocTnkn. CylecTByIOT Takme 3aboneBaHuUA Noyek, KOTopble MOXHO
UCKITIOUNTDb YXKe MO KIUHUYECKOWN KapTWHE, HO eCTb U Te, UCKIYaTb KOTOPbIe HYXXHO C
NPUMeHeHNEeM VHCTPYMEHTaNbHOM M reHeTUYeCckon AMarHoCcTUKKU. K Takum 3abonesa-
HUAM OTHOCATCA ayTOCOMHO-peLlecCMBHAA MOMUKUCTO3HAA GonesHb Nnouyek, ayToCoM-
HO-[OMUWHaHTHaA TybynonHTepcTULanbHaa 6onesHb Noyek, ayTOCOMHO-AOMUHAHTHbIN
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NONKNCTO3 MeYeHU, ayTOCOMHO-AOMUHAHTHAA Mefy/IAPHO-KNCTO3Has 6051e3Hb, MHO-
)KECTBEHHbIE MPOCTbIE KMCTbI MOYEK, MYSIbTYKMCTO3HASA AMCMNACTMYECKAs MOYKa, MHOTO-
ouaroBas KuCTa MOYKW, JIOKaNM30BaHHaA KUCTO3HaA 6one3Hb noyek, NpuobpeTeHHbIi
KVCTO3 MOYEK, XPOHNYECKUI FoMepyioHedpuT, Ty6epo3Hblil Ckepos 1 6onesHb Mnne-
na - Nvngay [371].

B JIEMEHUE

NeueHune ALNMKB moxeT 6bITb KOHCEPBATUBHBIM 1 XMpPYpruyecknum. OnepaTmBHoe BMe-
LIATeNbCTBO HOCUT PafivKanbHbIN XapaKkTep 1 NpoBoAnTcA npu 605blwom obbeme noyek
1 pa3BUTUnN TepMmmnHanbHon ctagum XbI1. KoHcepBaTBHOE neyeHne HOCUT MaToreHeTu-
YeCcKM N CUMNTOMaTUYECKUI XapaKTep 1 HanpaBsfieHO B NepBYI0 oYepefb Ha CHUXKEeHne
CKOPOCTU POCTa KACT 1 NPOGUNaKTUKy ocnioxHeHun [10, 40].

YnyuwmnTb KauecTBo xun3Hu naunentos ¢ ALMKB n npenoTBpaTTe MHOMME OCNOMKHe-
HUA no3sonaeT moandrKauma obpasa »usHu. OB NOAXOS 3aK/oYaeTcsa B KOHTpose
ALl, nunugHoro npodunsa, orpaHnYeHn NoTpebneHnsa conu, benka n Kanopuii 1 nopaep-
»aHVM HOPManbHOWM Macchl TeNa, Tak Kak M30ObITOUHBIN BeC CBA3aH CO CHUMMXEeHMeMm pac-
YeTHOW CKOPOCTMK KNyboukoBon dunbTpaumm u ysennyeHmem obuiero obbema noyek Ha
paHHen ctagumn AAMNKB [10]. OgHako orpaHuyeHne noTpebneHns 6enka MMeeT NOTeHUU-
anbHble No6oYHble 3 deKTbl y pacTyLwmX feTel, a NOTOMY He MOXET OblTb peKoMeHA0Ba-
HO B negmaTtpuyeckon npaktuke [30]. MNaureHTam pekoMeHayeTcA 0TKa3aTbCA OT Npuema
HecTepoVAHbIX NPOTMBOBOCMNANMTENbHBIX NMPEernapaTos, a Take oT TabauHoW NPoayKL MK
BBMAY HaNMumMA JaHHbIX 06 yBENUUYEHWM POCTa KUCT Y KypaLwmx nu [10, 40].

[maBHoM muweHbto B Tepanun AAIMNKD Ha faHHbI MOMEHT ABMAETCA CHUXKEHNE KOH-
ueHTpaumm LAMO, nrpatoLero KnoyeByto posb B MatoreHese 3aboneBaHunA. 3To 4OCTU-
Xnmo 6narogapa moandurKkaumm obpasa KusHu, npumeHeHnto MAMNO nnn 6nokage V2-
peuentopos (V2R) BazonpeccrHa, pacnonaralowmnxca B ANCTasibHOM U3BMTOM KaHasnbLe
n cobupatenbHom npotoke [41]. CHuKeHne GyHKUMM NoYeK BeAeT K NOBbILEHWIO Bblje-
NeHVA BOAbl, BCNEACTBME YEro yBennurBaeTCa BbIOPOC aHTUANYPETMUYECKOrO ropMOHa
(ALl pna cHwkeHnA 06e3BOXMBaHNA opraHn3ma [42]. Bo3genctsys Ha peuenTopbl V2R,
ALl ctumynupyeT obpaszoBaHve LAMO, 3aUuKnBas TeM caMbiM NMOPOYHbBIA KPyT. Taknm
06pa3om, NoBblileHe NoTpebneHna XUAKocTn 1 6noknposaHmne V2R No3BoNAT yMeHb-
winTb nporpeccuposaHve AAMKB [10]. 3To fOCTUKMMO, Hanpumep, C MOMOLLbIO ToNBan-
TaHa, aHTaroHuncta V2R BasonpeccrHa, nokasasLuero cBoto 3GHeKTUBHOCTb B COXPaHEHUN
noyeyHor GyHKUMM 1 CHUXKeHUN obLero obbema noyek npu AAMNKD 3a cuet cHMKeHuA
Ba3onpeccrH-onocpepoBaHHoro nosbiweHna LAM® [43]. Ceoto 3ddeKTUBHOCTL 1 6e3-
OMacHOCTb 3TOT Npenapart nokasan 1y feTen n nogpocTkos B uccnegosanHmm Mekahli D.
et al. [44]. OgHako nNpuMeHeHKe ToMBaMnTaHa OrpaHNYMBaeTCA LeHON npenapaTa v MHO-
XecTBOM NobouUHbIX 3GDEKTOB, Cpean KOTopbIX MaXKaa, YCTanocTb, MOBbILEHe Moyve-
BOW KMCSIOTbI U BbICOKUIN PUCK NoparkeHnA nedenu [40, 43]. Takke ogHMM 13 NOOOYHbIX
3bdPeKTOB TONBaNTaHa ABMAETCA UPE3MEPHO BbICOKUA AUYpPe3, CHUKAIOWNIA KauyecTBO
YKU3HW NaUMeHTa 1 NpUBEPXKeHHOCTb Tepanuu [28]. Coté G. et al. BbIABMAN 3HAUNTENbHBIN
BKNaj B CYyTOUHbIN fnype3 KonnyecTsa notpebnaembix conuv 1 6enka y nonyyarLymx Ton-
BaMTaH W caenanu BblBOJ, COrMacHO KOTOPOMY OrpaHnyeHre NOCTyNAeHNA C NULLEN Conm
n 6enka, CHUKaA o6bemM Mouu, NOBbILIAET B TOM UKCe NPUBEPKEHHOCTb Tepanun aHTa-
roHnctom V2R. Ha AaHHbI MOMEHT TOfIBanTaH MOXeT NPUMEHATbCA TONbKO Y B3POC/IbIX
N1 Mo CTPOrMM nokasaHuam [45]. CHuxeHnA LAM® BO3MOXHO AOCTUMHYTb 1 C MOMOLLbIO
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aHanoroB COMaToCTaTMHa, OAHAKO LenecoobpasHoCTb nx npumeHeHna npu ALAMNKB ewe
HefoCTaTOuHO M3yyeHa [42, 46]. Takke peKOMeHAYIOTCA CTaTWMHbl BCEM NauMeHTaM Co
CHUXKEHHOW CKOPOCTbIo KNy6oukoBor dunbTpaumy, bnaronpratHo BamsaioLiMe Ha oowmi
ob6bem nouek [11].

Rowe et al. B 2013 r. BnepBble 0O6HaPYXUAN U3MeHeHVe MeTaboiM3ma roKOo3bl Npu
MyTauwmm B reHe PKD1. [lebeKT NpMBOAUN K CHUXKEHMIO FNIIOKOHEOTeHe3a 1 YBeIMYEeHUIo
as3po6HOro rMuKosm3a C Lenblo NoNyYeHns sHeprum ana natonormyeckon nponudepa-
unn. 2-geokcurniokosa (21, He cnocobHaA NOABEPrHYTbCA MUKONU3Y, AOKa3ana CBOK
3¢ PEKTUBHOCTb B UHIMOUPOBaHUN Nponmdepaumnmn 3a cYeT 3aMeLLEHUSA FOKO3bl U CHU-
YKeHUM nporpeccnpoBaHmA 3aboneBaHua [47, 48]. MNogobHoe TapreTHoe moandUUMpPo-
BaHMe obMeHa BelLecTB, Npr3BaHHOe BO3feNcTBOBaTb Ha natoreHes AZNKB, 3aHMmaeT
OTAeNnbHOEe MeCTO B Tepanuu 3To NaTosIornmn 1 HanpaB/ieHO NPOTUB NU3MEHEHHOIO MeTa-
605113Ma, Ha3BaHHOIO MeTaboNMUYeCcKnM nepenporpaMmMmmpoBaHmem [49, 50].

OpHaKko, HeCMOTPA Ha HannuMe OMMCaHHbIX TapreTHbIX NpenapaToB U Beaylunecs B
[aHHbIA MOMEHT UCCNeOBaHWsA, HanpaBNieHHble Ha onpegeneHne 3¢GeKTUBHOCTY ITUX
N MHOKeCTBa ApPYrvX nyTen BO34eNCTBUA Ha NaToreHes, BBMAY OTCYTCTBMA pa3pelleHmns
LA NPYIMEHeHNA B NeamMaTpumn 1 OTCYTCTBMA [OCTaTOUYHON AoKa3aTenbHol 6a3bl O CuX
nop B neveHun getert ¢ AAMKB Begywmmm KOMNoHeHTaMu ocTatoTcA nHrnomutopsl AMNO,
HeMe[IKaMeHTO3Hble MepOrNpPUATUA N KOHTPONb apTepuanbHoro gasneHus [30]. B atom
Kntoue B aHTUTMNEPTEH3UBHON Tepanun TakxKe CTOUT OTAaBaTb NPeAnoUTEHE NHIMOUTO-
pam AMN® 1 n3beratb NprMeHeHNa guypetmkos [30].

B [MTPOIHO3

[oBOpA O NporHo3e, cnegyeT NogUYEpPKHYTb, YTO NPOrpeccrpoBaHie 3abonesaHna fo
pa3BUTUA NMOYEYHON HEOCTaTOUHOCTU He Hemn3bexHo [10]. [eHeTMYecKoe nccnegoBaHne
MO>KeT MOMOUb B NporHo3unposaHun pa3sutua AANKB. OHo 6yfeT Tem HebnaronpusATHee,
yeMm paHbllue NPOABAAITCA CUMNTOMbI 3aboneBaHusA, Tak KaK, BeposATHee Bcero, byaet
cBA3aHo ¢ myTaumein B PKD1. ViamepeHuna pa3mepoB KUCT U, COOTBETCTBEHHO, MOYeK B
LiesioM 11 B fUHaMUKe MPOTrHO3MPYIOT PUCK Pa3BUTUA XPOHUYecKol 6one3Hu noyek (XbIMN)
N TEPMUHANBbHON CTaAUMN NOYEYHOM HEJOCTAaTOYHOCTMN.

Hannumne makpockonuueckor rematypuu, NpoTeMHYpUW, a TakXKe apTepuanbHON
rMNepTeH3UN MOXeT YKa3biBaTb Ha Gonee ObicTpoe nporpeccupoBaHue 3aboneBaHus.
K 60 rogam noyeyHasa HeJOCTaTOYHOCTb Pa3BKBaETCA MPUMEPHO Y NMOMOBUHbI NaLMEHTOB
¢ anarHozom AJMMKB. K 75 rogam 6onblias YacTb NaLMEHTOB HYXKAeTcA B Ananvse unm
TpaHcnnaHTaumm noykn. OgHako nauneHTam ¢ myTtauuert B PKD2 1 aTnnyHbIM NOANKN-
CTO30M MOYEK MOXKET HUKOrAa He MOHAA00bMTbCA 3aMecTHTeNIbHaA Tepanus.

OcnoxHenuamn AQIMKB asnatotca passutue XIMB, TepMnHanNbHOM CTagum NoYeyHoM
HeAOoCTaTOYHOCTH, MOABNEHME KAMHEN B MOYKax, NPUCoeanHeHe NHPEeKLMIA, apTepuanb-
HasA rmnepTeH3uns, NOIMKMNCTO3 MNeYeHN N NopaXeHNa COCyloB, B TOM uuncne Lepebpanb-
HbIX, UTO CNocobCTBYET Pa3BUTUIO LiepebpanbHOon aHeBpr3Mbl. Bcé 3To yxyaLwaeT nporHo3
y nauymneHTos ¢ AAIMKB [37].

B 3AKJTIOMEHUE

ALMNKB — 3TO reHeTMyeckoe MynbTUCUCTEMHOE Mporpeccupytollee 3aboneBaHue,
Tpebytolee ANHAMUYECKOrO KOHTPOMA, a TakKe HabnofeHna pasHbiMK creuuanucra-
MU. Heo6xoanmo MHPOPMMPOBaTb NAaLUEHTOB O BaXXHOCTW KOHTPONA 3a apTepuasibHbIM
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[aBfieHVEeM, a TaKXKe paHHeM NneyeHnn MHOMLMPOBAHUA KUCT AN MOYENOoBbIX opra-
HOB, UTO MOKET YNYULINTb KauecTBO »KM3HW NauueHTa. [NaumeHTy TakxKe Ba)KHO 3HaTb O
BO3MOXHbIX OCNTOKHEHUAX 3aboneBaHUA, C KOTOPbIMU eMy MPeACTOUT CTONKHYTbCA.
CBoeBpeMeHHble 0b6cnefoBaHne U peHonpoTekuus npu ALMKB noMoXeT CHU3UTb Konun-
YyecTBO rocnuTanusaunii 1 3amegsiMTb NPOrpeccMpoBaHie NoYeYHON HeJOCTaTOYHOCTH.
HoBble faHHble, nonyyaemble NPy KIVHUYECKUX, FeHeTUYECKNX NCCNejoBaHNAX Y MeTo-
[ax BM3yanusauumy, NPOrHOCTUYECKN MOTYT OTCPOUNTb Pa3BUTUE MOYEYHOWN He[oCTaTou-
HOCTU, YMEHbLUNTb PUCK BO3HUKHOBEHUA OCNOMHEHWIA U MPOASIUTD XM3Hb NIOAAM C AUa-
rHo3om AKB.
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