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KJIHIYHA XAPAKTEPUCTUKA TA TEHETUYHUM TOJIMOP®I3M
CHAJKOBOI TATOJIOT'Ti HUPOK. TOBIJIOMJIEHHS 1

ByKOBUHCBKHI Iep)KaBHUI METUYHHUN YHIBEpCUTET, M. UepHiBIi

Pe3tome. HaBeneno wiiiHiYHI NPOSBH HAHOIIbLI 1MO-
[IUPEHUX CIAIKOBUX Hedpomariii 3 BH3HAYCHHSMH THILY

ycIaKyBaHHSI.

Kirouosi ciioBa: ciagkosi Hedponarii, HUPKH.

Ha mexi XX-XXI cr. BigOynacst BUIaTHA OIS
B ray3i OioJorii — 3aBepmuBcs mpoekT «['eHom mo-
auHWY. Lle mo3Bommio 3°sicyBaTH IUTy HU3KY CIaj-
KOBHX XBOpPOO, CIIPHYMHEHHX YIIKOJUKEHHSM TCHIB,
po3MoYaTH iAeHTH(IKAII0 MPAaKTHYHO BCIX OLIKIB,
110 KOJIYIOThCS T€HAMH JIFOAWHH, YHUCIIO SKUX CTaHO-
BuTh Oym3pko 250000 [13]. 3’siBUIacs MOXKIUBICTH
XapaKTEePUCTUKU FeHOMY OKPEMOTo iHAMBIAA.

Hupkun 3abesneuyioTh Ha HEOOXiZHOMY piBHI
apTepiajJbHUI THCK, 3rOpTaHHs KPOBi, 00’€M KpOBI i
KOHIICHTPALlif0 B Hill 10HIB, OCMOJSUIBHICTH TOIIO.
[MiaTprmMaHHs TOMeocTa3y BiIOyBa€ThCs 3a TIEBHOTO
piBHSA peHiHy, €HIOTeINiHY, JodaMiHy, TPOMOOTIOETH-
Hy, BitamiHy D, mpocrarmaHmuHiB Ta iH. PEUOBHH,
SIKi BUKOHYIOTBH POJIb MOAYJIATOPIB Ta TpUrepiB GyH-
ki HEpok [12]. IlopyrmeHHS muX CKIaJ0BHX NPH
CMAJKOBUX 3aXBOPIOBAHHAX CIIPUYMHSIE HE TUIBKH
3MIHM €KCKpeIlil THX Y{ IHIINX IHTPEemi€HTIB, ajie i B
KIHIIEBOMY pe3yJibTarti ¢yHKuil BuaiieHns [11].

CriaikoBa CXWJIBHICTh € 3araJbHOBU3HAHUM
PHU3MKOM DO3BUTKY HHMPKOBOI MaToJorii: cimeiHa
HUPKOBA TIIIOKO3Ypisi, cuHIpoM DaHKOHI, i1ionaTny-
Ha HUPKOBA TilepypuKeMis, IUCTHHYPIs, | Tun Tomo
[7]. [Ipn npoMy (heHOTHIT 3aXBOPIOBAHHS € pe3yIIbTa-
TOM MaHidecTaril YNHHUKIB CXWIBHOCTI MiJl BIUIH-
BOM TpHTEpiB 30BHIMHBOTO cepemoBuma [9]. Tomy
3’CyBaHHS TCHETHYHUX OCHOB TaKOi MATONOTIi Bin-
KpUBAa€ IIMPOKI MOXKIUBOCTI AJS OIIHKH PHU3HKY
(reHu-xkaHaUAATH) 1 TPOdITaKTHKA. TpHUBaEe aKkTUB-
HUH TIOIIYK TeHIB-KaHIUAATIB TaKMX 3aXBOPIOBAHB 1
MOJKJIMBUX TOHKHX MEXaHi3MiB OIOXIMIYHHX MpOIie-
ciB peanizanii renetnuyHux nedekris [6, 7]. Lle Bax-
JIMBO AJIA BU3HAYEHHSA IeHHUX (YHKUIH, po3mudpy-
BaHHS MOJICKYJISIPHOT B3a€EMOJIi1 B HOpMI 1 IIpH 1aTo-
norii, ¢opmyBanHs ¢enoruny Tomo. o 2010 p.
ineHTUdikoBano moHax 320 TeHiB, TaTOIOTIYHI ayei
SIKMX 3YMOBJIIOIOTH TIOPYIIEHHS B HUPKAX TPaHCMEM-
OpaHHOTO TPAHCIOPTY PI3HUX OPTaHIYHHX i HEOpra-
HIYHUX pedoBHH [8]. BukopucTaHHS METOIIB MOJIe-
KYJISIpHOI T€HETHKH Ta MOJEKYJIApHOi OioJorii mo-
3BOJIMTH OOIPYHTYBATH MEXaHI3M MOJIEKYIAPHOI
oprasizailii okpemMux mpouecis [4, 5].

KniHi4Ha reTeporeHHiCTh 3aXBOPIOBaHHS Olb-
IO MIpPOI0 BH3HAYA€ THUI MYTAlIHUX MOLIKO-
JUKEHBb T€HA, HiXK YMHHUKA NOBKULLA [1, 2]. [Ipu 11p0-
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My TeTepO3UTOoTHI HOCii Ae(EeKTHHUX TEHIB TaKOXK
MOXKYTh MaTH TICBHE BIIXWICHHS Y CTaHi 3710pOB’A.

VY 1poMy HOBITOMIICEHHI PO3KPUBAIOTHCA (PEeHO-
TUTIOBI TIOPYIICHHS pPEeHANbHUX (YHKIIA TPHU CHaji-
KOBiff maTojorii HUPOK, y OaraTboX BUIAIKax SIKi
TOPKAIOTHCS PI3HUX CHCTEM PETYJAMii KIyOOYKOBOI
(dimpTparii, kaHambIeBOi peadbcopOrtii 1 cexperrii.

OCHOBHUMH XBOpOOaMH JUTSYOrO BIKY, SIKi
CIPUYUHAIOTH PO3BUTOK XPOHIYHOT HMUPKOBOI HEIO-
CTaTHOCTI, € YPOJPKEHI 1 cmamkoBi Hedpomartii [6].
Cxo0xi pe3yibTaTH LIOA0 YaCTOTH IATOJOTii 3a3Ha-
yaroTh [7, 12]. HaBoauMo KOpOTKY KJIiHIYHY Xapak-
TEPUCTUKY TaKHX 3aXBOPIOBAHb.

AMiJ10in03 BicuepaabHuii

XBopoba omucana Ostertag y 1932 p.

IIposiBu: siBrIIa HE(pOMaTii, BHACTIIOK MAaCOBOTO
3aMilleHHS] HUIPKOBHX KITyOOUKIB BiIKIIaTaHHSAM aMijo-
imy pO3BUBAETHCSI HUPKOBA HEOCTATHICTb.

Tun ycrniagkyBaHHSI — aBTOCOMHO-/IOMIHAHTHHH.

®adpi cungpom (MIM 301500)

3axBoproBanHs omnucanu Fabry i Anderson y
1898 p.

[onynsuitina wacrora 1:117000. Illopiuno ne
CTaHOBHUTH Onm3bKo 12 0ocib Ha 1,5 MJTH HOBOHApOIXKe-
Hux. [IposBu: Ha mIKipi 1 cIM30BUX 00OJIOHKAX BHACII-
JIOK ypaXXeHHS KallIpiB BUHUKAIOTH CYIWHHI BY3ITH-
KA TEMHO-YE€PBOHOTO KONBOPY. SIBHINA Bakyoi3amii
eMITEITIONNTIB TPU3BOAUTH OO MOPYIICHHS (QyHKIIT
TJIOMEPYJIAPHO-KaHANIBIIEBOTO arapary, IO CIIPUYHHSIE
SIBUIIA HUPKOBOI HEAOCTATHOCTI ax 10 ypewii. Kpim
HHUPOK ypaXkaloThCs iHIII BHYTpILIHI opraHu. B ocHOBI
3aXBOPIOBAHHS JIGKUTH 3HIKEHHS a0 TOBHA BiICYT-
HICTb (PEPMEHTY 0-TaJaKTO3MIa3H, IO 3yMOBIIOE Ha-
KOITMYEHHS JIIT Ty LlepaMiITpUTeKCO3H LY.

Tun ycnaaxkyBaHHS — PELIECUBHUM, 34eNIeHUN
i3 X-xpomocomoro. ['en mokamizoBanuit y Xq. 22,
CKJIAA€THCA 13 7 €K30HIB.

Jenta cuaapom (MIM 300008)

IIposiBu: HaOpsKH, MiABUINEHUN apTepiadbHUN
THUCK, TIMOKANbIIEMIs, MopyiieHHs (QYHKUIT HUPOK,
rinepKanpLiypis, BTpaTa HU3bKOMOJIEKYISIPHUX Oin-
KiB, KaMIHI[i B HUPKaX.

Tun ycniagxyBaHHs — PELECUBHUN, X-34EIICHUM.
I'en xapToBaHo Ha Xq 26.1; Xp 11.22.
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HupxoBuii kanaJbueBUil anuno3

BigHocuthes g0 rpynu TyOyJionarii, CymnpoBo-
JUKY€TbCSL CTIMKUM TOPYIIEHHSM KHCJIOTHO-JIY>KHOT
piBHOBaru.

[posiBu: momiypisi, MOJIAMICIA, TiNMOi30CTEHY-
pisi, nediunuT KapOOHATIB y KPOBI, TiMOKamieMis, Ii-
MOKAJIBbLIEMIsI, TIMOHATPiEMIs, rimepxyiopeMis. Mox-
JMBI CHMIITOMH HUPKOBOKaM STHOT XBOPOOH.

OCHOBY XBOpPOOH CTaHOBHUTH HECIIPOMOXHICTBH
HUPOK 3HIKYBaTH pH cedi. Po3pi3HsatoTs mpokcnma-
JBHAN THI yPaKCHHsS! KaHAJbLIB, KOJIH IEPEBaKae
nedekT peadbcopOmii OikapOOHATIB, 1 AUCTATBHUI
THII, 3yMOBJICHUI 0OMeXeHHsM Tpaucropry H’ ionis
yepe3 KIITHHHI MEMOpaHU IUCTAIBHUX KaHAJBIIB.
[IpunuHseTbes yTBOpEHHs 1 AMQY3is amiaky, 3HHUKY-
€THCS] THTPOBAHA KUCJIOTHICTH Ceui.

Tun ycrajkyBaHHS — reTepOTeHHUN: aBTOCOM-
HO-PELIECUBHUI, aBTOCOMHO-/IOMIHAHTHHH, PELIECHB-
HMH, 34eIUIEHUH 31 CTATTIO.

VY xiiHiYHOMY TIepediry po3pi3HSIOTH ABiI (Qop-
MU 3aXBOPIOBaHHS: CHHIpoM battnepa-OnOpaiita i
cuHapoMm JlanTByna.

Cungpom Barrtaepa-Onaopaiita
103580)

HupkoBuii TyOymspHUil anmuo3 IOPOCIUX.
Kpim 3a3HaueHOl peHanbHOi CUMITOMATHKH, TPHEN-
HY€TbCsl He(DpOKaIBIMHO3, HedpoiTias, Kanbuudi-
Kallisi MO3KOBOTO LIapy TKAaHWHH HHPOK, Ii€aoHed-
pur. Ilopynryerbcst annaoreHe3 y ANCTAIbHUX Biai-
nax HepoHy. BHHUKAOTH CUMIITOMH OCTEONIOPO3Y 1
ocreomnarii.

Tun ycnagkyBaHHS — aBTOCOMHO-PELIECUBHUM,
3piJKa aBTOCOMHO-TIOMiHaHTHUH.

Cunpapom Jlaiiteyna (MIM 168)

HupkoBuii TyOynsipHuit anmao3 iHGaHTUILHHAN.
CuMnToMd MeTabOJIIYHOrO anuio3y B HOBOHAPO-
JUKEHHX TICNs YBEIEeHHS AoKopMmy 3 1-ro mo 18-i
mic. xuTTs. [IpoaykTn (cup, KOPOB’si4€ MOJIOKO), 110
MiCTATh KHCHi cynbgaru i pochaTy, CHPUUNHSIIOTH
CJTa0KICTh, OJFOBAHHS, ANIATiIO, TIOMIYPItO.

OCHOBY XBOpPOOM CT@HOBHUTbH 3aTPHMKa PO3BHT-
Ky anuaoreHeTHdHoi (DYHKIII HUPOK 1 ImiIBUIIEHA
Yy TJIHUBICTH 0 BiTaMiHy D.

Tun ycnagkyBaHHA — peUeCHUBHUA  X-
34YETITICHUH, XBOPIIOTh MIEPEBAXKHO XTOMUUKH.

Cunapom Jlema-Haiixana (MIM 300322)

3axBoproBanHs onucand Lesch et Nyhan y
1964p.

[Momynsiuitina yacrora 1:200000.

CynpoBOKY€ETbCSL  SIBUILAMU  TilepypHUKEMIl:
MOJTiypisi, Y KPOBI 1 cedi ImiIBUIICHUI piBEHb CEUOBOI
KHCIJIOTH, TeMaTypis. YpakeHHsS HEPBOBOI CHCTEMH:
XOPEeoaTeTo3, aBTOArPECis.

OcCHOBY XBOpOOW CTaHOBUTH AeDIUT PepMeH-
Ty TimokcaHTuHTyaHiH(pOochopubdo3mITpanchepaszu.

Tun ycnagkyBaHHA — peUEeCHUBHUH  X-
suermiennid. ['en HPRTI kapToBaHo Ha Xq26-q27.2.

Baprrepa cunapom (MIM 241200)

3axBoproBaHHs onucanu Bartter et al. y 1962p.

CUMITOMH: TOJOBHUU OiNb, agWHaMis, MOJIi-
ypisi, TinepHaTpieMis, TiMOKaJlieEMis, TilepKalbLiy-

(MIM
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pis, anKamo3, TimepanbIOCTEPOHYpisd, Timepruiasis
IOKCTarJIOMEpyJISIpHOTO anapary.

3axBOPIOBaHHS 3yYMOBJICHO 3HIDKEHHSIM Tirep-
TEH3MBHOI peakuil Ha aHrioTeH3uH I, mwo cnpuunHse
rajJbMyBaHHS YTBOPEHHS PEHiHYy, 3pOCTa€ CeKpemis
JIBJ0CTEPOHY, YTBOpeHHs aHrioten3uny I i II.

Tun ycnagkyBaHHS — aBTOCOMHO-PELIECUBHHIA.
I'enn xaproBi 1p36, 11q24, 15q.

I'ipke xBopo6a (MIM 241200)

Cun.: riikoreHo3s, | Tun; HedpomeranbHUH Ti-
KOT€HO3.

3axBoproBanHs onrcas V. Gierke B 1929 p.

[omynsuitina yacrora 1:100000 HoBoHapoHKe-
HHX.

CUMOTOMU: MIC/IS HAPOJKCHHS B TUTHHHU Bij-
CYTHIH aIlleTHT, pPEecHipaTOpHUI IUCTPECc-CHHAPOM,
keToHypis. Keroannnos, rinormikemis. Ilopynryers-
Csl HUPKOBUH KIIipEHC HU3KU pedoBHH. [JlikoreH He
PO3ILEIUTIOETECS 1 HAKOIMYY€EThCSl B TKaHWHAX HU-
POK, TIEUiHKH, [0 3yMOBIIOE€ HeQpOMeErayito, rerma-
TOMETATIIO.

Tun ycnagkyBaHHS — aBTOCOMHO-PELIECUBHUM.
T'en mokamizoBanwuii Ha 17q23.

IHommne xBopo6a (MIM 232300)

CuH.: reHepaii3oBaHuil riikoreHo3, II Twi,
TJIIKOTEHO3 FeHepalli30BaHUH 1110TaTHYHUH.

3axBoptoBanHs onucas J. Pompe B 1932 p.

BimHOCHTBCST 0 JTI30COMHHX XBOPOO HAKOITH-
yeHHs. Po3pi3HsAOTH Tpu QopMHu XBOpOOM: qUTSIYA
(inanTHIBHA), FOHAIIBKA 1 TOPOCIHX.

CuMOTOMH: pO3NaAW [OWUXaHHS, aKpOIliaHO3,
M’s30Ba TIMTOTOHIS — BHHHUKAIOTH ofpa3y abo BIIpo-
JIOBXK JEKUIBKOX THYKHIB ITIC/IS HapOKEHHsA. [ema-
ToMeraiis, kapaiomeramis. ['en 3axBoproBanus GAA
(OMIM 606800), mo koxye (epmeHt kuciy o-1,4
TIIIOKO3Ua3y, KapToBaHuii Ha 17q25.2—q25.3. Jledi-
OUT CH3UMY IPU3BOAUTH 1O HAKOIMYCHHS FﬂiKOFeHy
B KJIITUHAX, B OCHOBHOMY, B JIi30COMaXx, yTBOPIOIOTh-
Cs1 BEJIMKI BaKyoJIi.

VY KpoBi IiABUIIEHUH PiBEHb CEUOBOI KHCIIOTH,
TIyTaMIHIIABICBOOITOBOI TpPaHCAMiHA3H 1 allb0Ja-
3m; gedinut o-1,4-rroko3uga3u. Y TKaHWHAX BHYT-
pimHIX opraniB (cepiie, M’si3M, HUPKH) MacUBHE Ha-
KOITMYEHHS TTIKOTCeHY.

Tun ycnagkyBaHHS — aBTOCOMHO-PELIECHBHUM.
T'en nokamizoBanwmii Ha 17925.2.

I'pyb6epa cungpom (MIM 249000)

CuH.: Mekkens CHHAPOM.

3axBoproBanns onucas J. Meckel y 1922p. i G.
Gruber y 1934 p.

CumnToMu: TinepTenopusM, ek30(TanbM, Baau
PO3BHUTKY JIMIIbOBOTO CKEJICTa, MOJINAKTHIISA, BaIu
PO3BHUTKY CEYOCTATEBOI CHCTEMH (ILIUIMHA CEUYOBOTO
MiXypa, MHOXXHHHI KiCTH HEPOK, TiOCHaIis, ermicra-
Ilis), CHHHHOMO3KOBI 1 YepenmHO-MO3KOBI TPHIXKI.

Tun ycnagkyBaHHSI — aBTOCOMHO-PELIECUBHUM.
T'en MKS'1 xaproBano Ha 17q23.

Jia0eT coboBHIT HUPKOBHUH

CuH.: TICeBAOriN0aNIbI0CTEPOHI3M.

3axsoproBanns onucaiu Cheek i Perry B 1958p.

CumnroMu: y IiTed IpyIHOTO BIKY 3’ SIBIISIFOTh-
Csl O3HAaKM BTpATH coJi (TilOHATpieMis, rimepkaiie-
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Misl), Ieriaparaiisi, 6moBaHHA. EKckperist anbprocTe-
pony npocsrae 800 mkr/mo0y (y Hopmi — 10 wmkr/
00y).

Tun ycnaakyBaHHSI — aBTOCOMHO-PELIECHBHHH.

KcanTunypis

CuMITOMH: pelUIMBHA I'eMaTypisi, O3HaKH HUP-
KOBOKaM’sIHOi XBOPOOH, BIICYTHICTh CE40BOI KUCIIOTH
B CHPOBATIi KPOBi, HU3BKUHA piBEHH ii €KCKpemii 3
ceuero, MiJBHUICHA KOHIIEHTpalis KCAaHTHHY 1 Tilo-
KCaHTHHY B IIa3Mi KPOBI, IBUILA MMiEIOHEPPUTY.

3axBOPIOBaHHS 3YMOBJICHO HECTA4€l0 aKTHBHO-
CTi pepMEHTY KCAaHTHHOKCHA3H, 32 y4acTi KOl Kca-
HTHH NIEPETBOPIOETHCS B MOJIOYHY KUCIIOTY.

Tun ycnagkyBaHHS — aBBTOHOMHO-PELIECUBHUM.

Jlimorictionuro3 Jlirrepa-CiBe

VY nmitelt BikoM 10 9 THK. BUHHKAE JTiM(paaeHO-
MaTisl, TenaToCIICHOMETAllis, aHEeMis, TPOMOOIUTO-
TICHisl, SIKa CYNPOBODKYETHCS HOCOBHMH 1 PEKTaJb-
HUMH KPOBOTEYaMH, KPOBOBHJIMBH B Pi3Hi opranu. B
IHTepCTHLIANEHIA TKaHWHI HUPOK BiTOYyBae€ThCS iH-
(biTpTpamis ricTionuTaMu.

Tun ycnagkyBaHHS — aBTOCOMHO-PELIECUBHUM.

Jynepa-lllennona cunagpom (MIM 134600)

3axBoproBanns onucanu Luder i Sheldon y
1955 p.

[posiBu: y aiteil paHHBOTO BIKY BHHHUKAE CIIpa-
ra, y ce4i HaJMipHa KUIBKICTb IIYKpY 1 TinepamiHo-
anuaypis, TMOPYLIYETHCS KaHAbIEBa peadbcopOris
TJIIOKO3M 1 aMiHOKucioT. [li3Hime npuenHyroThes
mopymieHHs peadbcopOirii gocdaris, amoHir0, 0OMiH
10HIB BOJHIO.

Tun ycnagkyBaHHS — aBTOCOMHO-IOMIHAHTHHH.
I'en xkapToBano Ha 15q15.3.

Hedpur remarypuynuii XpoHiYHMI CHagko-
BUH

3axBoproBanHs onrcas A. Alporty 1927 p.

Po3pi3HstoTh AeKijbKa KIIHIYHUX BapiaHTIB
XBOpOOM: CUHIAPOM AJbIIOpTa (XpOHIYHUI HEPPUT 1
TIIyX0Ta); CIMEHHMH XpoHiuHMH Hedpur Oe3 riryxo-
TH; HeQpHT i3 ToJiHelponarTielo 1 T0OpOsKICHY ci-
MEHHY TeMaTypiro.

[posBu: Tpu Beix popMax XBOPOOH ypaKeHHS
HUPOK TOAiI0HE, IPOTPECYIOTh SBHUIIA TIIOMEPYIIOHE-
¢bpury. Y muTsdoMy Billi BHHUKAIOTh €Ii30H TeMa-
Typii, 3’ SIBISIOTBCSI O3HAKU HUPKOBOI HEJJOCTATHOCTI.
3MiHU B KpOBI i1 ceui OyBaroTh Tpbox ¢opm: 1) rimep-
aMIHOALUIYPis 3 MiABHUIIEHHMM BMICTOM aMiHOKHC-
JIOT Y KpOBI; 2) TinepaMiHoanuypis 0e3 rinepamino-
anuaemii (peHanbHui THI); 3) 30iJHEHHH CHEKTp
aMIHOKHCIIOT Yy KpoBi i ceui. IlopymeHHs ¢yHKIT
KaHaJIBIIiB & /10 TOBHOI HUPKOBOI HEJJOCTATHOCTI.

Tun ycnagkyBaHHs — TOMiHAHTHHHN, 3YCTUICHHNA
3 X-XpoMOCOMOIO.

Hedpo3s cimeiinuii yponxxenni

CuH.: He(hpo3 iHaHTHIHHAN, (PIHCEKOTO THITY.

[IposBu: mpu HapoKeHHI a00 B paHHBOMY Billl
3’SIBJISAIOTHCS HAOPSKW, 3HAYHA TPOTETHYpIsl, LHIIH-
Iypisi, mopymeHHd QyHKII MPOKCHMaIbHUX KaHAJIb-
IiB — IJIIOKO3Ypis, rinepamiHoanuaypisi, MopyueHHs
OOMiHYy eNeKTpOIiTiB. PO3BUBAETHCSI XPOHIYHA HUP-
KOBA HEJIOCTATHICTb, KA 1 € MPUIMHOO CMEPTI.
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VY HHpKax pO3MIMPEHHS NPOKCHMAalIbHUX KaHa-
JbLIB (HECHpaBXHI KICTH), NPHEAHYIOTHCS 3MIHU
KITyOOUKiB.

Tun ycnagkyBaHHS — aBTOCOMHO-PELIECUBHUM.

Hedponodtus ronanpkuii (MIM 134600)

Cun.: ®ankoHi HePPOHOPTH3.

Homynsifina wactora 1: 100000.

3axBoproBaHHs ormcaB Fanconi et al. y 1951 p.

[posBu: y Bini 5-12 pokiB 3’ ABIAETHCS MO ANTI-
Cisi, moMiypisi, aly03, MOCTYIIOBO PO3BUBAETHCS ype-
Misl, TIPOTEIHYpIsl, 3HMKEHHS KJIIPEHCY €HJOreHHOTO
KpeaTHHIHY, Tiloi30cTeHypis. Y HUpKaX: riaiiHi3amis
Ki1yOO0uKiB 1 Oa3anbHOi MeMOpaHH, aTtpodis emiTesnito
KaHaJIbEBOrO amapary. BBaxaroTh, 10 NEPBHHHO
ypakaloThCsl KaHaJIbIIi, 30KpeMa netri ['enne, a Hemo-
CTaTHICTh KIIyOOYKiB BHHUKAE BTOPUHHO.

Tun ycmagkyBaHHS — aBTOCOMHO-PELIECUBHUI.
I'en kapToBano Ha 15q 15.3.

Aabnopta cunapom (MIM 301050)

Cun.: HedpomaTis 3 TIYXOTOK; OTOOKYJIO-
pPEHAIBHUN CUHAPOM.

3axBoproBanHs onricaB A. Alport y 1927 p.

[IposiBu: sSBUIIA XPOHIYHOTO HEPPHUTY 3 TIIyXO-
TOIO, PO3BHBAETHCS OYHA CHMIITOMATHKA (HiCTarM,
KaTapakra, Miorisi, cepodaxisi, mepeaHiil JICHTHKO-
HYC), TinepaMiHOaM Iy pis.

Tun ycnaakyBaHHsS — PELECUBHUH, 34CIICHUM
i3 X-xpomocomoto. ['en kapToBano Ha Xq 22.3.

Oxcano3 tun i II

CuH.: Tinepokcaypisi IepBUHHA.

3axBoproBaHHs ommcaB Lepoutre B 1926 p.

[IposiBu: BTOpWUHHUI Ti€TOHE(PPHUT, HUPKOBA He-
JIOCTATHICTh, TIEPOKCATYPIsl, BIIKJIaAaHHS KPUILTAIU-
KIB KaJIbLIiI0 OKCAJIATy y BCIX TKAHWHAX 1 OpraHax.

BioximMiuHy OCHOBY XBOpOOHM CTaHOBUTH MeETa-
OoyiuHMii OJIOK B OOMIHI IIABJIEBOI KUCIOTH, IO
CIPUYMHSE IiIBUIIEHUH CHUHTE3 1 EKCKpeLi0 OKca-
JaTiB i3 ceyero.

Tun ycriagkyBaHHSI — aBTOCOMHO-PEIIECUBHUI.

Joy cunapom (MIM 309000)

CuH.: okynouepeOpopeHaIbHUI CHHIPOM.

3axsoproBanus ommcaB C. Low y 1952 p.

[omymsauitina gacrora 1: 50000 HaceaeHHS.

[IposiBU: 3 paHHROTO AUTHHCTBA BUHHUKAE ABOOI-
YHa KaTapakTa, MiKpo(doKis, PO3IMIMPEHHS 3iHMIIb,
BIJICYTHICTB iX peaxiii Ha CBITJO, MiIBUIIEHHS BHYT-
PIIIHBOOYHOTO THUCKY, YpOIDKEHa TIiaykoMa. Y
ceul — aMmiHOANMIYpis, TIFOKO3ypis, NpPOTEIHYpis,
BUCOKHUI BMICT MIpOBHHOIPAIHOI KUCIOTH. Y HUp-
Kax — JIECTPYKIIis TyOYJISIPHOTO CMiTeNit0, IHTepCTU-
mianbHUH Gi0po3 1 rianiHo3 KIyOouKiB.

OcHOBY maToreHe3y XBOpoOHM CTaHOBHTH IOPY-
IICHHS KaHAJBIIEBOI peadbcopOtii.

Tun ycnaakyBaHHS — pPELIECUBHUM, X-3ueruie-
uuil. ['en JCRLI xaproBano Ha Xq26.1.

Hupxosa rioxo3ypis

3axBoproBanHs onucanu Hjarue B 1927 p. i
Marble — 8 1932 p.

[MomynsiuifiHa yacToTa He 3’sicOBaHa.

[IposiBu: HanMipHe BUAIICHHS TIIOKO3M 13 ce-
gero (50-60 r 3a 1o0y) Oe3 rimepriikemii. [roko3y-
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pis He OB’ s3aHa 3 mpuitomoM Dki. OCHOBY XBOpoOH
CTaHOBUTbH MOPYLIEHHs] HUPKOBOi peadbcopOuii riro-
KO3M, OOMEXeHe IPOKCUMAIbHUMHU KaHAJIBISIMU.
Po3pi3HsAIOTE 1Ba THITM TJIFOKO3Ypil: THIT A — HH3b-
KMH Topir ¢inpTpanii i 3HWKeHa peadbcopOris rimo-
Ko3u; THI b — HOpMasbHa peabcopOuisi, ane 3HUKe-
HUM nopir Qinprparii.

Tut ycnaakyBaHHS — aBTOCOMHO-JIOMiHAHTHHA
1 aBTOCOMHO-PELIECHBHHN.

e Tomni-Hdeope-®ankoni cungpom (MIM
134600)

CHH.: paxiT HUPKOBHUM KaHAJIbIIEBUH.

[omynsuiiina yacrora 1:100000, 1110 CTAHOBUTH
17 oci6 Ha 1,5 MJIH HOBOHAPOKEHHUX.

[posiBu: riIOKO3ypis, MiABUIIEHAa €KCKpeLis i3
cedyero aMiHOKHCIOT i ¢ocdariB. [lomiypis, HUpKO-
BUH anu/103, KaJIbLiypisi, HeQPOKAIBIIHO3.

[Maronoriuanii nedeKT JIOKaIi3yIOThCs B MPOK-
CHUMAaJIbHUX 3BHUBHCTHX KaHAIBIMX (200 BKOpOYEHI,
abo eHsuMHI nedexTn B mukii Kpebca, mo 3ymMoB-
JIFO€ €HEPTeTHYHY HEJOCTaTHICTh KaHAIBIIEBOTO CITi-
TeJi1o).

Tun ycnagkyBaHHS — aBTOCOMHO-PELIECUBHUM.
I'en xkapToBano Ha 15q15.3.

Ouaoépaiita-bBattaepa-bayméepr
(MIM 103580)

CuH.: pocdar-miader; TyOynonaris rimodocda-
TEeMiYHa; paxiT — Pe3UCTEHTHUH 10 BiTaminy D.

Homymsauitina gactora 1:20000, 1m0 CTaHOBUTH
25 oci6 Ha 1,5 MITH HOBOHAPOKEHHX.

[IposiBU: HANPUKIHII TEPIIOTO — HA APYTOMY
POTi XKUTTS, MiCHS TOTO, K AiTH NOYHHAIOTH XOIUTH,
CIIOCTEPIraeThCsl BUKPHUBICHHS JOBTUX TPyO94acTHX
KICTOK, KOJiHHI cyriio0u nedopmoBaHi. Y cedi Hax-
MipHa KUTBKICTB (ocdatie. Y kposi rimodocdare-
Misi, ITIBUIIIEHUH piBEHb aKTHUBHOCTI JyXHOI (oca-
Ta3M, 130CTeHypisl, NONiypisi, TIIIOKO3YPisl.

Tun ycmaakyBanHs — JoMiHaHTHUH, X-
3UCIUICHU.

Hucrationinypis

3axBoproBanHs onmcanu Harris et al. y 1959 p.

[IposBu: aHemis, TPOMOOINEHisA, TimOTpodis,
3aTpHMKa IICUXIYHOTO PO3BUTKY, CyIoMHU. Exckpertis
LUCTATIOHIHY 13 cedero 3poctae mo 400-500mr/no0y
(y HOpMi citian). L{ucraTioHiH BUSIBISIFOTH y KPOBI Ta
JIIKBODI.

I1ig BIUIMBOM IIMCTATIOHIHA3W [IUCTATIOHIH PO3-
HICIUTIOETHCS HA LIMCTETH 1 TOMOCEPHH.

Tun ycnaaKyBaHHS — aBTOCOMHO-PELIECUBHHH.

Tomomuctunypii cuaapom (MIM 236200)

[Momynsinitina yacrora 1:50000.

[posiBu: rematypisi, HedpodiTia3, iHpekuii ce-
YOBIJBITHUX NUIAXiB, HAIMIpHE BUAUICHHS 13 CEUEIO
MIEBHUX aMiHOKHCIIOT, IiJBHUIIEHA EKCKpPEIis ToMOo-
LUCTHHY i3 CEYECHO.

B ocHOBI mnaroreHesy JIEXUTb IOPYLICHHS
TPAHCTIOPTHOI CHUCTEMH JiaMiHOMOHOKapOOHOBHX
aMIiHOKHCIOT (UMCTE{Hy, JI3WHY, apriHiHy, OPHITH-
HY); AeinuT epMEHTY LIMCTATIOHCHHTETa3H.

Tun ycnaakyBaHHsS — aBTOCOMHO-PELECUBHHU.
I'en xapToBano Ha 21q 22.3.

CHHJIPOM
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Heaaserepa cunapom (MIM 214100)

Cun.: uepeOporenaropeHalbHUIl  CHHIPOM;
boyena cunapom.

3axBoproBanus onucaiu H. Zellweger et al. y
1964 p. BimHocuTbCs 1O TPyHNH INEPOKCHCOMHHX
XBOPOO.

[omynsifina wactora 1:25000 — 1:100000.

[IposiBU: M’A30Ba TiMOTOHIST, MHOXXHHHI aHOMa-
7l pO3BUTKY, CYOKamCyJIApHI KiCTH HHPOK, ypaxa-
IOTBCS SIK KIIyOOUKH, TaK i KaHaubIli. B ocHOBI maTo-
TeHEe3y 3aXBOPIOBAHHS JIEXKUTH NOPYIICHHS aMiHOKH-
CIIOTHOTO OOMiHY.

BuHukae Myraniis reHa oHOro 3 OUIKIB MEepOK-
cucom PEX1 i3 3cyBOM paMKH 34MTyBaHHS.

Tun ycnagkyBaHHS — aBTOCOMHO-PELIECUBHUM.

MoaikicTo3Ha XxBOpoOa gopocanx

[IposiBu: y miAIiTKOBOMY Billi NPOTPECYIOTh
O3HaKN HMPKOBOI HEOCTATHOCTI: MOJiypis, remMary-
pisi, TimepkanieMisi, KETOHYpis, poTeiHypis. Y HUp-
Kax IHTepCTHLIHHI MOPYIIEHHS, ASCTPYKIis 30ipHIX
KaHAJBIiB, PO3POCTAHHS CIIONYYHOI TKaHUHM, Tilep-
ITa3is KaHambIiB. [HII OpraHm ypaxaroTbCs MEH-
II0I0 MipOT0, HK IIPH 1H(AHTUIEHOMY TOMIKICTO31.

Tun ycmagkyBaHHS — aBTOCOMHO-IOMiHAHTHHH.

HaBenene moBinomiieHHs Tnependavyae MeTy
NPUBEPHYTH YyBary mneuiarpiB, T€HETHKIB, CIMEHHHX
JIiKapiB, MPAIiBHUKIB COLIATBHOT ChepH MIOA0 Craji-
KOBOI MAaTOJOTii HUPOK, 3BAKAIOUM Ha MPOTPEIi€HT-
HUI 1IepeOir Ta BUCOKY 1HBaiU3aLlil0 TAKUX OCi0.

IlepcnekTUBH MOJAJBIINX AOCTiAKeHb. Bu-
HUKAa€ HEOOXiTHICTh CTBOPEHHS 00’ €KTHBHHUX KPHTeE-
piiB w010 GopMyBaHHSI pericTpy Takoi rpynu XBO-
P00, 0cOOIUBO cepe TUTAIOTO HACEIISHHS.
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KIIMHAYECKAS XAPAKTEPUCTHKA U TEHETUYECKHU MOJTUMOPDHU3IM
HACJIEACTBEHHOMU IMMATOJIOTUH ITOYEK. COOBIIEHME 1

M.A. Pusnuuyk, B.I1. IlTuwax

Pe3tome. M3n0xeHa KIMHUYECKas XapaKTEPHCTHKA HauOolee PacIpOCTPaHEHHBIX HedpomaTuil HacleICTBEHHOrO

reHe3a, ONPENACIICH TUIl HACIEAOBAHUS.

KiroueBble cii0Ba: HaciieICTBEHHbIC HE)PONATHH, TIOYKH.

CLINICAL CHARACTERISTIC AND GENETIC POLYMORPHISM OF HEREDITARY
KIDNEY DISEASE. COMMUNICATION 1

M.O. Ryznychuk, V.P. Pishak

Abstract. Clinical manifestations of the most prevalent hereditary nephropathies with determinations of the inheri-

tance type are presented.
Key words: hereditary nephropathies, kidneys.
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