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PE3IOME

ABMO030MHO-00MUHAGHMHamMa 6vbpeyHa noaukucmosa (ADPKD) e HacnedcmeeHo 3a60158aHE, MPUYUHEHO OCHOBHO OM
mMymauyuu 8 2eHa PKD1, kooupauw noauyucmuH-1 - mpomeuH, 0mea0o80opeH 3a KAemvYHama CU2HaAU3AUUA U CmpyKkmypama
Ha 6vbpeyHume mybynu. Jechekmvm 800u 00 06pa3y8aHE HA KUCMU, KOUMO rnocmerneHHo yepexoam 6vbpeyHama pyHK-
yus, Ho Mo2am 0a 3aceaHam u Opyau opaaHu Kamo YepHus 0pob u cbpdeyHocb008ama cucmema. 3a60s198aHemMo ce npo-
A8A60 C APMEPUASHA XUMEPMOHUS, MOACHA 60KA, XeMamypus U npo2pecusHo 800U 00 XPOHU4YHO 6bbpeyHO 3a60/78aHE.
JluazHo3ama ce ocHO8aBA HA 0OPA3HU U 2eHEMUYHU U3CAe08AHUA. JleueHUemo e HaCoYeHO KbM 3a6assHe Ha npozpecusma
upes KOHMPOoA Ha cUMMoMuUme, d rnpu HanpedHana 6vbpeyHa Hedocmamv4YHocm ce npunaza 6vbpeyHozamecmumenHa
mepanus. M3cnedsaHuama sbpxy PKD1 npedsnazam HO8U mepanesmu4HU 8b3MOXHOCMU 3a 3abassaHe Ha KucmozeHe3ama
u nodobpssaHe Ha npoaHo3dama. [Mpedcmasame KauHuYeH cayyali Ha 35-eo0uwieH mux ¢ uzsecmHa ADPKD, npu Koeomo
oM U38bpUWEHUS 2eHemuYeH aHanu3 be ycmaHoseHa HeonucaHa 00 MomeHma mymauus 8 PKD1 eeHa - ¢.11456_11468del
p.(Tyr3819Trpfs*3).

Kntouosu gymun: ADPKD, PKD1 2eH, xpoHu4Ho b6vbpeyHo 3a60s1568aHe, 2eHemu4yeH aHanu3

ABSTRACT

Autosomal dominant polycystic kidney disease (ADPKD) is an inherited disorder primarily caused by mutations in the PKD1
gene, which encodes polycystin-1—a protein responsible for cellular signaling and the structure of renal tubules. The defect
leads to cyst formation, gradually impairing kidney function and potentially affecting other organs, such as the liver and the
cardiovascular system. The disease manifests with hypertension, flank pain, hematuria, and progressive CKD. Diagnosis is
based on imaging and genetic testing. Treatment focuses on slowing disease progression through symptom control, while re-
nal replacement therapy is required in advanced kidney failure. Research on PKD1 offers new therapeutic opportunities to slow
cystogenesis and improve prognosis. We present a clinical case of a 35-year-old male with polycystic kidney disease. The ge-
netic analysis identified a novel PKD1 mutation: c.11456_11468del p.(Tyr3819Trpfs*3).

Keywords: ADPKD, PKD1 gene, chronic kidney disease, genetic testing
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BbBEAEHUE

BbbpeyHata MNOMIMKMCTO3a € HacneAcTBEHO
3abonsBaHe, BOAELLO 40 TepMMHANHA 6bbpeyHa
HegoCTaTbyHOCT. OnucaHa e npe3 XVIII B., KaTo
NMbpBUTE HabAOAEHMA AATMPAT OT ayTONCUATA Ha
nosckuma Kpan Stephen Bathory. Mpes 1888 r. Flix
Lejars BbBeXAa TEpPMWHA ,NOANKUCTO3eH 616-
peK”, KaTo onMcBa ABYCTPAHHUTE KUCTU U Habto-
AaBaHMTe cumnTomn. C BpemeTo ca U3ACHEHU
KAMHUYHUTE N TeHETUYHUTE OCHOBM Ha BonecTTa
(5).

ABTO30MHO-A0MMHAHTHaTa 6bbpeyHa noau-
KuctosHa 6onect (ADPKD) e Halt-yecTaTa reHe-
TUYHA NPUYMHA 32 ObOpPeyYHa HeaOCTaTbYHOCT.
ToBa e MyNTUCUCTEMHO NporpecrBHO 3abonaga-
He, 3acAraLlo KakTo 6bbpeLmTe, Taka 1 apyrm op-
raHW KaTto YepeH Apob, NnaHKpeac, c/e3Ka, cbpLe
N apaxHOUAHN MeMbpaHu.

ADPKD ce cpelLa cpen BCUYKM pacu 1 e Npuyn-
Ha 3a 6—10% ot cnyyauTe Ha 6bbpeyHo3amecTu-
TenHo neyenune B CALL. Knuctute morat ga ce ot-
KpUAT oLle B AETCTBOTO, HO CUMMTOMUTE OOUK-
HOBEHO Ce NpoABABaT 4O TPETOTO WM YeTBbP-
TOTO AeceTnneTne oT XKnBoTa. ABTO30MHO-peLie-
cuBHaTta ¢opma (ARPKD) e psaka (1 Ha 20 000—
40 000 *kMBOpOAEHM AeLa) U UMA TEXKKO NPOTU-
YyaHe, YeCTO BOAELLO A0 CMbPT B AETCKA UK ne-
pUHaTaNHa Bb3pacT. MprYMHABa ce OT MyTaL MM B
PKHD1, koliTo Koampa ¢pubpoumctmH (13). ADPKD
ce Ob/IKM OCHOBHO Ha MmyTauum B PKD1 Ha xpo-
mo3oma 16p13.3 (85% ot cnyyamute) u PKD2 Ha
xpomo3oma 4q21 (15%), a GANAB e cBbp3aH ¢ 1%
oT naumenTuTe (10). 3abonsBaHeToO 3acsara BCUY-
KW pacu B CBETOBEH Malllab, KaTo YyecToTaTa Ha
OMArHOCTMUMpPaHuTe caydam Bapmpa ot 1:400 go
1:1000 (11). Ao 70-roamiuHa Bb3pacT 50-75% ot
3acerHaTuTe pa3BMBaT KpPaeH CTagui Ha XPOHWY-
HO 6bOpeYHO 3abonsBaHe, KOETO NpPeacTaB/iABa
0o 10% ot npuumHuTe 3a ESKD (1,6,12).

MATEPUANT U METOAU

MNpeactasame 35-rogyieH MbXK C M3BECTHA
6bbpeyHa NoIMKMCTO3a No ballMHa MHKS, YCTa-
HOBEHa B [ETCKa Bb3pPacT. [auMeHTLT e ¢ aHam-
He3a 33 YeCTU CMOHTAHHU PYNTYPU Ha KUCTU, Cb-
nposoAeHn ¢ 60/IKa U XemaTypusa 1 enn3oam Ha
aKTMBHU ypoUHDEKUMU. OT HAKONKO rogmHu ce
YCTaHOBABA W TPaEH craj Ha romepynHaTa dun-
Tpauma nog, 60 ma/muH. Mpeam 10 roamHm e no-
CTaBeHa AMarHo3a MMacTeHeH CUMHAPOM, MO No-

BOZ, Ha KOMTO NPOBEXKAa IeYeHne ¢ NMPUAOCTUr-
MMHOB 6pomuna. OT 06LWMA KNNMHMYEH CTaTyC He
Ce YCTaHOBMXa NATO/MIOMMYHM Haxoaku. OT npo-
BefeHuTe N1abopaTopHU U3cneaBaHNA: XeMOr0-
6uH (HBG) - 161 g/I, cepymHa ypes - 7,58 mmol/|,
cepymeH KpeatrHuH - 135mcmol/l, eGFR - 55ml/
min/m?, C-peaktuseH npotenH (CRP) - 5,7 mg/L;
CepymeH Kanuuii - 2,36 mmol/L; cepymeH Heop-
raHuueH ¢ocdat - 1,07 mmol/L; cepymHo xena-
30 - 11,9 umol/L; nHTakTeH napaTxopmoH (iPTH) -
65,2 pg/mL; ypuHeH ceagumeHT - eputpouuntu 24/
uL; 06wy, 6enTbK B ypuHa - 48.0 mg/L; KpeaTUHUH
B ypuHa - 11692.0 umol/L; oTHOWweHWe anbymun/
KpeaTuHuH (ACR) B ypuHa - 4,0 g/mol; anbymuH B
ypuHa - 17,4 mg/L, KoarynaumoHeH cTaTyc B HOp-
Ma, CTEPU/IHA YPOKYATYpPA.

Mpu exorpadcKoTO M3CneaBaHe Ha MUKO-
Yyo-oTAenuTenHata cuctema bsaxa Habnwopgasa-
HW ABYCTPAHHO yrosemMeHu no pasmep 6bope-
UM, C HepaBHa NMOBBPXHOCT, peayumpaH napex-
XWUM M Hal4YMe Ha MHOXKECTBO Pa3HOKaIMbpeHu
KUCTWU. HatueHaTa KT Ha Kopem 1 ManbK Tas no-
Ka3a NPOMEHM MO TUMA Ha MOJIMKUCTO3a C aHra-
KMpaHe Ha 6bbpeun 1 yepeH apob (pur. 1, dur.
3). B aBaTa 6bbpekKa ce HabaoaaBaxa no 5—6 Ha
6poit XxMnepAeHCHU OKPBINIEHM CTPYKTYPU, BEPO-
ATHO YCNOXKHEHW KUCTU (dur. 2). Kato gonbaHu-
TesHa Haxoaka 6e onvcaHa AeCHOCTPaHHA WMHI-
BWHA/IHa XEPHWA.

MNaupnenTsT € nposen u AMP Ha rnaBeH MO3bK
¢ 3D aHrmorpadCcKa peKOHCTPYKLMSA CbC 3aKto4e-
HMe: HOpPManeH Kannbbp M Xo4 Ha MHTPAKpaHu-
aNHUTe apTepuanHu cbaose (our. 4).

®ue. 1. KT ckaHUpaHe - MHOXecmaeo Y4epHOoOpPOobHU Kucmu



LiseTomnpa MapueBa-Konesa, Mupocnasa beHkoBa-lNeTposa, CBeTna CTalikoBa

®ue. 3. KopoHapeH KoMMombvpeH momozpad, NoKassaw,
edHo8peMeHHOMO 3dcsa2aHe Ha YepeH 0pob u bvbpeyu

Mpu naumeHTa 6e n3BbPLLIEHA NpesaHAIUTUY-
Ha MeAMKO-TeHeTUYHA KOHCYNTaumA ¢ nociensa-
LLLO TAPreTHO EK30MHO CEKBEHMpaHe 3a 6bbpey-
Ha nosunkuctosa. MNposeaeHunat AHK aHanus (B
Blueprint Genetics, PuHnaHaMA) Ha naHen ot 13
reHa, acouMmpaHmn ¢ reHeTnyHo obycnoBeHa 6b6-
peyYHa NOSIMKMUCTO3a, OTKPU BApMAHT B XeTEPO3n-
FOTHO CbCTOAHME C BEPOATHO MaToreHeH (bonec-
ToTBOpPEH) edekT B reHa PKD1 - ¢.11456_11468del
p.(Tyr3819Trpfs*3).

®uez. 4. AMP Ha 2naseH Mo3bK ¢ 3D aHauozpagpcka
PEKOHCMPYKYUA - IUMCB8AM UHMPAKPAHUAAHU
aHes8pu3MasHU cboose

OBCbXAAHE

ABTO30MHO-A0OMMHaHTaTa 6bbpeyHa nonu-
KMCTO3a e XeTeporeHHo 3abonABaHe ¢ pasnnyeH
X0/, U u3aBa.

B naToreHeTWyeH acrnekT NoANMUMCTUH 1 pery-
NMpa agxesunata u audepeHumaLmaTa Ha Tybyn-
HUTE enUTENIHN KNETKWU, @ NOIMUMCTUH 2 PYHK-
LMOHMPA KaTo MOHeH KaHan. MyTtauuute um Ha-
pyLIaBaT GYHKLMATA Ha HbOpEUYHUTE UUAUK, Koe-
TO MOXe [a foBeAe A0 KMCTO3Ha TpaHcdopma-
umA. BazonpecMHBbT CTUMYAMPA pacTexka Ha KieT-
KUTE M CeKpeumaTa Ha TeYHOCTWU NO NMbTA Ha Un-
KAnyHma AMO®, ysennyasaiikm pasmepa u b6pos
Ha KuctuTe. B Havanoto TybynuTe ce paswmpsa-
BAT, 3aMb/1BaT ce ¢ PUATPAT 1 BNocNeacTBUE ce
oTAENAT OT HePpPOHA. YecTn YCNOXKHEHUA Ca KPb-
BOW3/IMBM, XeMaTypuA, MHPEKLMM U KOHKpEMEH-
1. CbaoBaTa CKNAepo3a U MHTepcTUumanHaTta epu-
6p0o3a Bb3HMKBAT MO HEU3BECTHU MEXaHU3MMK U
06MKHOBEHO 3acaraTt <10% ot TybynuTe. Bbnpe-
Ku ToBa A0 60-rogyiiHa Bb3pacT npu oKoso 35—
45% OT mauueHTWUTe ce pa3BuBa 6bbOpeyHa He-
[0CTaTbYHOCT. EKCTpapeHanHuTe NpoaBu BKAKOY-
BAT YepHOAPOOHM, MAHKPEACHU M YPEBHMU KUCTW,
OVNBEPTUKYNN, UHTBUHAIHU U KOPEMHU XEPHUW.
YecTo ce HabntoaaBaT KAanHM HapyweHna (npo-
Jlanc Ha MUTPaNHaTa Knana, aopTHa peryprura-
UMA), aHEBPU3MM HA a0PTaTa U KOPOHAPHUTE ap-
Tepun, ObXKaLM Ce Ha KONareHOBM aHOMAMUW.
Mo3byHM aHeBpu3mu nma npu 4-10 % oT nauu-
€HTWTe, KaTO PUCKBT OT PYNTYpPa € BUCOK, ocobe-
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HO npu ¢amnaHa aHaMHe3a M HEKOHTPOAMPaHa
XunepToHus (4).

ABTO30MHO-JOMWHAHTHATa  MOJIMKMUCTO3HA
6bbpeyHa 6onect Yecto npotnya bescumnTom-
HO, a NO/IOBMHATa OT NALMEHTUTE HUKOra He pas-
BMBaT 6bbpeyHa HepocTaTbyHOCT. CMMMITOMU-
Te 0OMKHOBEHO ce NosBABAT A0 Kpas Ha BTopaTa
Bb3pacToBa AeKaaa WM BKAOYBAT 60/Ka B c/1abu-
HWUTe, Kopema 1 rbpba, Ab/rKala ce HA KMCTO3-
HOTO yronemsBaHe, KakTo U uHdekuun. Octpa-
Ta DO/IKa MOKe [a € B pPe3ynTaT OT KPbBOU3INB
B KUCTUTE WAM NPEeMMHaBaHE HA KOHKPEMEHT.
TpeckaTa e yecta npu NUenoHedpUT UAK pynTy-
pa Ha KMCTa B PETPONEPUTOHEAIHOTO NPOCTPAH-
CTBO. YepHOAPOOHUTE KUCTM MOraT Aa NPUYUHAT
60/1Ka B AlecHMA ropeH KopemeH KBaapaHT. Knan-
HWUTE HapyLUeHMs PAAKO AaBaT CUMMTOMM, HO Mo-
HAKOra BOAAT A0 NPOABM Ha CbpAeYHa HeaoCTa-
TBYHOCT. MO3bYHUTE aHEBPM3MM NPOTMYAT bes-
CMMNTOMHO MAW C rnaBobonve, rageHe n Hes-
PONOrMYHU AePULNTUN, U3UCKBALLM ChewHa Ha-
mMmeca. XeMaTypusi U XMNepTOHMA ce CpeLlaT npu
40-50% ot nauneHTuTe, a 20% MMaT NPOTENHY-
pua B cybHeppOoTUYHMA AMana3oH. AHeMMATA e
no-paaKa, BEPOATHO Nopaan 3anaseHoTo Npous-
BOACTBO Ha epuTponoeTuH. MNpn HanpeagaHe Ha
3abonABaHeTo 6bOpeunTe MoraT Aa ce yronemat
3HaAUYUTE/THO M Aa Ce NaNnNuparT necHo (8).

OdwnarHo3aTta Ha ADPKD ce nocrtass ype3 06-
pasHa AMarHOCTMKA, KOATO pasKpuBa ABYCTPaH-
HM KMCTO3HM MPOMEHWN U YBE/IMYEHU MO pPasmep
6b6peLn. YNTPasBYKbLT € MbpBu 136op, ocobeHo
npy naumeHT ¢ dammuaHa aHaMHesa, KaTo Au-
arHo3aTa ce OCHOBaBa HA Bb3pacTTa M 6pos Ha
knctute. KT n AMP ca no-4yBCTBUTENHU U moraT
[a MOMOTHAT MPW HEACHW CNy4Yan UK 33 OLEHKA
Ha 6bbpeYHnn obem, KOETO e OT NPOrHOCTUYHO
3HauyeHue. YPUHHUAT aHanus, 6vbpeyHuTe TecTo-
Be u MNKK He ca cneundunyHm 3a gnuarHosara (4).

leHeTMyHOTO M3cneagaHe 3a ADPKD upes JHK
ceKkBeHupaHe nma 99% touHocT 3a PKD1 u PKD2.
O6MKHOBEHO ce npaBu NpW Maagu UHANMBUAM C
dammnHa aHamMHesa, KOUTO MMAT OTPULLATE/HM
YNTPa3BYKOBW Pe3ynTaTh U Ce OLLeHABAT KaTo A0-
HOpM Ha 6bbpeuy M NnaHnpaT BpemeHHOCT (2).
To He e pyTUHHO 33 AMArHOCTUKA U IeYEeHNe, HO
MOXKe fa 6bae NosesHo 3a NPOrHo3aTa, OLeHKa-
Ta Ha nporpecusTa u ceMernHOoTO naaHupaHe (3,9).

CTPUKTHMAT KOHTPOJ1 HA XMNEPTOHUATA € K/Ito-
yoB, Kato ce m3nonssat ACE-uHxmbutopu mnam
ARB, KOMTO OCBEH 4Ye peryaupart apTepuasnHo-

TO HansAraHe, 3a6aBAT 6bLOPeUHUTE YBPEXKAAHMA.
NHdeKunmnTe Ha NUKOYHUTE NbTULLA TpAbBa Aa
ce neKyBaT He3abaBHoO. lMepKyTaHHaTa acnupa-
UMA Ha KMUCTM obnekyaBa 6o/KaTta, HO He BAMAe
Ha AbAroCPoYHUA n3xoa. MNpu TEXKKM CUMNTOMMU
AW peunamBmpalLm MHGEKLUUN MOXKEe [a Ce Ha-
NOXM HedpeKTOMMUS.

Mpy HanpegHano XpoHU4HO 6bOpeyHO 3abo-
NABaHe ce npwaarat 6bbpPeyYHO3aMECTUTE/THU
METOAM - XeMOAMaNn3a, NepuToHeaHa Ananmsa
nnmn 6bbpeyHa TpaHcnnaHTaumsa, kKato ADPKD He
peunamBMpa B TpaHCNAaHTaTa. MNoaabpiKawure
MEPKW BK/OYBAT YBE/IMYEH NPUEM Ha TEYHOCTU
3a NOTUCKaHe Ha Ba3onpecuHa. ToneanTaH, aHTa-
FOHUCT Ha BA30MPECMHOBMUA PELEenTop 2, MOXKe
Aa 3abaBu nporpecunTa Ha 3abonssaHeto (14,15).
HexkenaHn epekTn oT MeaMKameHTa BKAOYBaAT
axaa, NoIMYpUA U PUCK OT YepHoapobHa He-
OOCTaTbYHOCT. He e npoyyBaH npu aeua, Ho npwm
TAX paHHaTa ynotpeba Ha NpaBacTaTUH MOXKe A3
3abaBu nporpecuaATa Ha 3abonasaHeTo (7).

B npeacTaBeHMA OT HAcC KAMHUYEH C/lyYait ce
Bb3AbPMKAXMe OT BK/IHOYBAHE Ha IeYeHne ¢ ToN-
BaNTaH NOpagyn PUCKa OT AUCENEKTPOIUTHU Ha-
PYLWEHUA M BAOLIABAHe Ha CbMbTCTBALLMA MUAC-
TEHEH CUHAPOM.

BvbpeyHaTa HeOCTaTbYHOCT Ce pPa3BMBa Npu
35-45% ot naumeHTnTe ¢ ADPKD no 60-roguiiHa
Bb3pacT, a Ao 75 roauHn 50-75% nsnckeaT 6b6-
pevHo3amecTuteBBnaHO neveHme. CpegHo eGFR
HamasnaBa ¢ 0Kos0 5 mL/min/roguHa cnep, 40-ro-
OMLWHa Bb3pacT. PakTopuTe 3a No-61bpP3a Nporpe-
cma KbM 6bbpeyHa HeagOCTATbYHOCT BK/AKOYBAT
No-paHHa AMarHo3a, MbKW MoJ1, HOCUTE/ICTBO Ha
sickle cell trait, PKD1 reHoTun, ronemum nam 6up-
30 yBE/IMYaBaLLLM ce No pa3mep 6bbpeun, makpo-
CKOMCKa XemaTypus, XunepToHusa, adppoamepu-
KaHCKM Npomu3xo, U NpoTenHypua. PasamepsbT Ha
Knctute n 6b0peLmTe NpeacKasBaT pMCKa OT Xpo-
HUYHO 6bOpeyHo 3abonaBaHe no-gobpe oT Na-
6opaTopHMUTE MOKasaTenn. Hal-cuneH npeguk-
TOp e 6bbpeUHnaT obem >1500 mL. NaymeHTUTE
Hal-4ecTo 3armeaT OT CbpAeYHO 3ab01ABaHe, UH-
beKLMM KM pynTypa Ha MO3bYHA aHeBpPUM3Ma (4).

3AK/TIOYEHUE

ABTO30MHO-AOMUWHAHTHaTa 6bbpeyHa noau-
KucTo3sHa bonect (ADPKD) npeacTasifiBa cepmos-
HO M NpOrpecupaLLo reHeTUYHO 3abo1ABaHe, Koe-
TO BOAM A0 6bbpeyHa HeJoCTaTbYHOCT M 3acAra
MHOXeCTBO APYrM OpraHun KaTo YepeH A4pob, naH-
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Kpeac, c/1e3Ka, CbpLe M apaxHOUAHN MeMBpPaHU.
Tobi1 KaTo 3a60/19BaHETO Ce pa3BmMBa NOCTEMNEHHO,
paHHaTa AMarHOCTMKa U HaBPEMEHHOTO Meam-
LMHCKO HabntoaeHWe UrpanT KNko4oBa posisi B 3a-
6aBsAHeTO Ha HerosaTa nporpecus. CbBpemMeHH!-
Te METOAM Ha /IeYeHUE, BKIKOYUTEIHO MeuKa-
MEHTO3Ha Tepanua 1 NPOMEHWN B HAYUMHA HA XKK-
BOT, MOraT 3Ha4MTeNHO Aa NoaobpaT NporHosaTa
Npu 3acerHaTuTe naumeHTn. Bonpeku npeamssn-
KaTe/ICTBaTa, CBbP3aHU ¢ 6onecTTa, NPoab/Ka-
BalLMTe HAy4YHU M3CNeABaHUA U MHOBALMK B Me-
AVUMHaTa AaBaT Hafeaa 3a No-edeKTUBHU Te-
paneBTUYHM NoAXoaM B bbageLLe.
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