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KAMHUYECKUX ITPU3HAKOB AW HAANYHH OAHOTO-ABYX
nposBAeHIIT. BoBAedenne B mporiecc HECKOABKHX Opra-
HOB 1 CHCTEM 3aTPYAHACT IIOCTAHOBKY AMATHO32 B CBA3N
C MHOTOANKOCTBIO KAMHUYECKOM KAPTUHBL.
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AxTyaAbHOCTB IPOGAEMBI. AYTOCOMHO-AOMHHAHT-
Has moAnkucTosaas 6oaesHb mouek (AAIIBIT) — camoe
YaCTOE MOHOICHHOE 3200AEBAHIE IIOYCK, XAPAKTEPH-
3YIOIIUMCS IIPOTPECCHPYIOIUM O0OpPa3OBAHHEM MHO-
’KECTBEHHBIX KHCT B ITAPCHXIME IIOYCK U HAPYILICHIEM
dyuxnun mouek. AAIIBIT obycaoBaena mpemmyrie-
crBerno myranuamu B rexax PKD7 u PKD2. Cexse-
HUPOBAHHE HOBOIO ITOKOACHUSA ITO3BOAUAO BBIABHTDH
110 MEHBIIENH Mepe 7 BTOPOCTEIIEHHEIX IEHOB, MyTAIINI
B koTOopex MoryT mpusoAnts kK AAITBIT. Hecmorps
Ha TO, 9TO ACOIOT 3a00AEBAHHSA YaIle BCEIO HACTYIIAET
BO B3POCAOM BO3pacTte, B 2-5% cAydaes 3a00AeBaHIE
AeOroTHpYyeT B AeTCTBE. FlccaeAOBaHME T€HETHIECKUX
BAPHUAHTOB KOTOPTHI ITAIIMEHTOB C PAHHIM HAYaAOM 3a-
DOAEBAHUA MOKET IIOMOYb OLIPEACAUTD MOACKYAAPHBIC
1 TEHETUYECKIE MEXaHH3MBI IIPOIPECCHPOBAHMSA 3200-
ACBAHHS.

Ileap paboter. Ommcars KAMHIYIECKAE H MOAEKY-
aspro-rereruyeckue ocodernocru AAITBIT y poccrii-
CKOH KOI'OPTEL ACTEH.

Matepuasbl B METOABI UCCACAOBAHHA. PeTpo-
CIIEKTHBHOE HADAIOAATEABHOE OAHOLICHTPOBOE HCCAC-
AoBanue. [IpoBeacH aHAANS KANHHYECKOTO TCUCHHA
AAITBIT y 30 marerros, 20 maapunkos (66%) n 10 Ac-
Bouek (33%) ¢ amaraozom AAITBIT. Meamana HabAroAe-
aud — 2,5 [1;5] aer. Aad cpaBHEHIA MEANAH HECKOABKIX
BBIOOPOK ICITOAB30BaACA Kpurepuii Kpackeaa-Yoaauca,
B Ka4eCTBe post-hoc amaansa — tect Aamna. [Tompaska
Ha MHozkecTBeHnbIe cpasHerns (FDR) Obraa mposeaena.
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CpaBHeHIE KaTErOPHAABHBIX IIEPEMEHHBIX ITPOBOAU-
AOCBH C HICTIOAB30BAHHEM KpuTepus xu-kBaspat. Craru-
CTHYECKH 3HAYHMBIM CIUTaAOCh p-3HadyeHre Menee 0,05.

Pesyaprarel. V 24 manmentos (80%) — renerude-
CKOE IIOATBEPIKACHUE AUArHO3a Y 0 HAIUEHTOB — KAH-
nugeckoe, coraacno kpurepuam KDIGO: aas aereit
MAQAIIIE 15 A€T OTATOIIEHHBIN CEMENHBIN aHAMHE3 B CO-
BOKYIIHOCTH € =1 kuctoit nau neppomerasneit. OAnako
B PE3YABTATE IOAHO3K30MHOTO H ITOAHOT€HOMHOIO CEK-
BEHHPOBAHUA MyTaIINI, ACCOIMUPOBAHHBIX C PEHOTH-
ITOM, HE OBIAO BBIABACHO. Y BCEX ITAITMEHTOB AEOIOT
3aboAeBaHmA OBIA B Bo3pacTe MAaAlie 15 aer. B moa-
IPYIIIE MTAIMEHTOB C TEHETHYECKH IOATBEPKACHHOI
AAITBIT y 21 marumenTa (87,5%) BeIBACHA MyTALHA
reaa PKD7, us nux y 10 manuenros (47%) myramus
reda PKD7, BeAyImas K IPeKAEBPEMEHHOMY ycede-
Huro 6eAxa. [latorenHpre BapuaHTBl OOHAPYAUBAAKICH
Ha BceM npotskennu reaa PKD7 6e3 mpusHakoB KAaa-
cTepH3aIuy U «ropaurx» Touek (puc. 1). V 1 manuenTa
(4%) obmapysxena myrarus reaa PKD2,y 1 (4%) — myra-
s rera GNLAT2my 1 (4%) — myranums reaa GANAB.
[NarmenTsr OBIAM pasAEACHBI HA 4 TPYIIIBL: C MYTAITHEH
reaa PKD17 c nmpexaespemennniv yeedernem (PKD7T)
uAn 0e3 nero (PKDTN'T), marnmeHTs! ¢ MEHOPHBIMH MY-
tanuamu (PKD2, GANAB, GNAT2) u manuenTer Oe3
YCTAHOBACHHOI T€HETHIECKON IPHYNHEL [loArpyIIe:
HE UIMEAN CTATHCTUYECKH 3HAYMMBIX PA3AMYHIH 110 ITOAY
U HAAMYUIO OTATOIIEHHOIO CEMEHHOTO aHAMHE3A.
Owdenp paHHnit AOFOT 3200AEBAHNA OBIA ACCOITUHPO-
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Puc. 1. JlTokanu3zauma o6HapyeHHbIX y MaL1eHTOB NaToreHHbIX BapnaHToBs reHa PKD1

Fig. 1. Localization of pathogenic variants of the PKD1 gene detected in patients

Bal ¢ myranuayvu PKD1T (77,8%) (p=0,015). I1pu
CPABHEHHHI CPEAHETOAOBOTO HM3MEHEHHUA OOBeMa
II0YEK, CKOPPEKTUPOBAHHOIO HA POCT IIAIHEHTA
(htTKYV), 6b1An 0OHAPYIKEHBI CTATHCTHYIECKH
3HAYUMBIC PA3AHYUSA MEKAY HALIMCHTAMI C MY-
tarmamu PKD7T u PKDTNT (p=0,011), a takixe
mexAy narprerTava PKDINT n narentamu 6e3
U3BeCTHOH renerudeckon npuaunsl (p=0,049)
(puc. 2).

3akarouenue. [lanmentsr ¢ dpenorumom
AAITBIT 6e3 ycTaHOBACHHOW IeHETHYECKOMH
HIPUYHHBI XaPAKTEPU30BAAKCH DOAEE OBICTPHIM
cpeareroAoBeiM pocrom htTKV, gro momxer
OBITE OOYCAOBACHO COMATHYCCKHM MO3AMIIN3-
MOM, MyTaLH/IHMI/I B ApyI‘I/IX T¢HaX, CBA3b KOTOprX
¢ AAITBIT ere me onmcana, a Takke HaAUTIUEM
y AAHHBIX IAIHEHTOB (PEHOKOINI, YTO TpebyeT
TIIATEABHOIO IIOAXOAA K AMATHOCTHKE U HAOAIO-
ACHIIO AQHHBIX ITAIIIEHTOB, IIEPHOAMYECKOTO I1e-
PECMOTPA AAHHBIX TCHETUIECKIX HCCACAOBAHHIA.

CpepaHerogosoli pocT htTKV
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Kruskal-Wallis p = 0.0219
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Puc. 2. CpegHeropoBoe n3meHeHve htTKV, B 3aBrucumoct
OT pe3ynbTaToB reHeTNYEeCKOro NCCiejoBaHNA

Fig. 2. Average annual change in htTKYV,
depending on the results of genetic testing
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B coBpeMEHHBIX AHAAUTHYECKHUX CTATBAX I 0030pax
OOABIIIOEC BHUMAHHE YACAACTCSH IIPAMBIM ¥ HEITPAMBIM
addeKrTaM ACKAPCTBEHHEIX IIPEIAPATOB, CIIOCOOHEIX
IIOBAHATH HA TEMII IIPOIPECCHPOBAHUA COCYAUCTOI
KaABII(PUKAIIII [IPH BTOPHYHOM THIICPIIAPATHPEO3CE.

[Tpu sToM paboTeL, aHasusupyrorre 3P eKT IapaTu-
peouaskromun (ITTD) B orHOmMEnNN nporpeccuposa-
HEA COCYAUCTOMN KaABIIN(DHKALINF, CAUHITIHbL U IIPOTH-
BOPEUMBEI KAK B OTHOINEHHHI IIPHMEHABIIIIXCA METOAOB
OLIEHKH COCYAHCTOMH KaABITH(UKAIINI, TAK H B CLIOCODE
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