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Beeaenue. Cucremnas kpacHas sordanka (CKB)
IIPEACTABASICT COOOH ayTOUMMYHHOE 3200ACBAHUCE HE-
U3BECTHON 9THOAOTITH C IITIPOKUM CIIEKTPOM KAHHIYE-
CKUX IPOABACHHUH, 4CCOLIMUPOBAHHEIX C 0OPA30BAHIIEM
MHOJKECTBA AyTOAHTUTEA K KOMIIOHEHTAM KACTOYHOTO
AAPA W ITUTOIIAA3MBI, OOPA30BAHUEM H OTAOKEHUEM
HIMMYHHBIX KOMIIACKCOB 1 APYTHMH HMMYHHBIMU IIPO-
neccamu. B eBporrefickoil monyAsuu pacipocTpaHéH-
mocts CKB cocrasaser 40 caygaes ma 100 Torc. mace-
AeHHA. AeOIOT 3a00AEBAHISA IIPUXOAUTCA HA BO3PACT
ot 15 a0 40 aer, xenmmunsr B 8-10 pa3 6oaeror uare
myxane. CKB nmeer HIHpoKuil CekTp KAMHIYIECKUX
npossaenui. G. Bertsias u coapropsr 8 2008 roay ma-
3BAAH 3TO 3a00AEBAHUE «XAMEACOHOM» UAM «BEAUKUM
uMuTATOpOoM OoAesHeiy. I1pu aTOM BOAYAHOYHEII He-
dpurt y 6oapubx CKB passusaercs B 20-60% cayqaes.
Pamrsa mocTaHOBKA AHATHO32 IIO3BOASICT CBOCBPEMEHHO
HA3HAYHTDH TEPAIHIO U AOCTHYb PEMICCHUHL

Onuncanne KAMHUYECKOIO CAy4as IMAIlUEHTKU
c auaraozom CKB. [lanuentka, 38 aer mocrynuaa
B Hedpporormueckoe otacacaue bV3 VP «I'Kb Ne6
M3 VP» 3 uroas 2023 roaa ¢ :kaA00aMu Ha HOIOIIIHE
OOAM B IIOACHUYHOM 0OAACTH, TIEHOOOPA30BAHIE MO,
nosbirenre AA Ha oHe HOCTOAHHOM aHTUTHITEPTEH-
3uBHOI Teparmu A0 150/90 mm pr.cr.

13 amamuesa mssectHo, uro B 2002 roay, mocae mpe-
PBIBAHIA OEPEMEHHOCTH, HAOAFOAAANCH EKETOAHBIE 000-
CTpEHUSA IUCTUTA, ACYUAACH CAMOCTOATEABHO (IIPHEM
q)ypaAOHHHa), c yayarmennem. B 2011 roay B tpetnem
TpuMecTpe OEPEMEHHOCTH OTMEYAAA IIOABACHUE OT-
€KOB AHIIA, KHCTEH pyK, HOr; B 2020 roay oOparasack
K 2AACPTOAOIY-IMMYHOAOLY — IIO IIOBOAY BBICBIITAHUIL
HA AHIIE B BUAC 9PUTEMBI, O(DTAABMOAOLY — IIO IIOBOAY
IAPaOPOUTAABHBIX OTEKOB, XHUPYPIY ITO IIOBOAY MUAATHEL
U apTPAATHH, He)POAOIY — C ABACHHAMY IIHCTHUTA U U3~
MEHEHHEM I[BETa MOYU AO TEMHO-KOPHUYHEBOIL. B cepe-
AMHE CCHTH6pH 2021 roaa nmocae Baknuuanuu ['amKo-
BuABak mossraace anxopaaka (39,7°C), moBeienne
AA A0 184/70 MM pr.cT., GOAB B IOSCHIYHOM 00AACTH,

PEAKOE MOYCHCITYCKAHUE M IEHOOOPAa30BAHME MOYH,
napacraune otexkos. B ITAM ot 01.10.2021 nporenny-
pust (552 Ma/ A), actikonurypust (6/x), Gakrepuypus (1),
spurponntypus (2-4 B 11/3). B ITAK ot 01.10.21: ame-
must (3,45%1012/a, HGB 97 1/ ), tpombonuronesus
(54%10°/a); mpoBeaennoe V3 11ovek AaHHBIX 32 IIa-
TOAOTHIO HE BEIABUAO. KOHCYABTHPOBAHA yPOAOTOM,
PEKOMEHAOBAHA AHTHOHMOTHKOTEPAIINS HA aMOyAaTOP-
HOM 9TAIIC.

B cBA3H ¢ COXpaHAIOIIUMUCS KAAOOAMI U N3MCHE-
HusiMu B AaGoparopueix anaansax: RBC 2,54X1012/x;
HGB 71 r/a; PLT 25%107/a; WBC 3,34X10°/A, COD
72 MM/9; KpeaTHHHH KpoBU 173 MKMOADB/ A, MOYEBHHA
kposu 11,25 MMOAB/ A; TpexCTakaHHAS IIPOOA: ACHKOLLH-
TypUs 1 SPUTPOLUTYPHUSA BO BCEX TPEX HMOPILIUAX; IIPH-
3Hakamu octporo muesonedpura mo V33U, B Aexkabpe
2021 roaa manueHTKy TOCIUTAA3HPOBAAU B HEPPOAO-
rugeckoe oTAeAeHue. [IpoBeAeHB IMMYyHOAOTITYECKIE
amaamssr: LIMK 102 EA, AH® 1:320, xoucyapramus
pesmaToAora, BeictaBAcH Anaraos: CKB ocrpoe Te-
YeHHE, AKTUBHOCTD 3, C HOPAKEHUEM ITOYEK II0 THITY
Arorryc-HedppuTa, HedpoTHueckas opma, ¢ HapyIe-
HUEM a30TOBBIACAHTEABHON pyHknuu rodex. Hasma-
YeHA UMMYHOCYIIPECCHBHAA TEPAITHA: IIYABC-TCPAIIHA
MetuA-TIpeAHH30A0HOM 1000 Mr Ne3, muxaodocda-
MHAOM B cymmapHOi Ao3e 1400 Mr, mpeAHH30AOH
00 mr per os. IToBTOpHBIE KYPCHI IIyABC-TEPAIINN IIPO-
BOAHAHCH 110 HIOAB 2023 roaa: METHA-IIPEAHH30AO-
oM 1000 mr Ne3, nukarodocdaMuAoM B cyMMapHOIT
Aoze 8400 mr, 3aTem peAHn30A0H 15 Mr taba, HAOATO-
A2AACH ITOAOKHTEABHAS AMHAMUKA: YPOBEHb KPEaTH-
HUHA CBIBOPOTKH KPOBU 98 MKMOAB/ A, ACHKOIIUTEHL —
8,04x10°/A — 9,9%10°/ A, spurponursr — 4,86X1012/,
COD 12 — 17 mm/4; B [TAM runocrenypus — 1007,
spurpormtst 10-12 B 11/3, srmureamntit (2-3 B 11/3), B ana-
Anzax Moun 110 Hedanmopenko coxpaHaaacs spuTporiu-
Typust — 4500 B MA.

BeiBoab1. Tpyanocts nocranosku anaraosa CKB
B AcOroTe 3a00ACBAHIA 3AKAIOYACTCSH B OTCYTCTBUAN
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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-



