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1.0Onpenenenue

CunapoM Anbropra sSBISI€TCS CEMEMHBIM MOYEUHBIM PACCTPOICTBOM, BBI3BAHHBIM
narorenernueckumu Bapuantamu B COL4A3, COL4A4 u COL4AS, xoTopble TPUBOAAT K
HapymeHusM koyuiareHoBoi [V a345 cetn 6a3anpHbIXx MeMOpaH. CHHIPOM AJIBITIOPTA MOXKET
nepenaBarhbes mo X-cBszanHomy (XLAS), ayrocomuo-momMuHanTHoMy (ADAS) uiar ayTocoMHO-
penieccuBHOMY (ARAS) narrepny. CrekTp nopaxxeHusi Hoyek KoyueOnercs oT U30JIMPOBAHHOTO,
HEMPOrPEeCCUPYIOIasi TeMaTypus K Mporpeccupyroniei HeponaTuu, XapakTepu3yIoencs
reMaTypuei, MpoTeHHypuel U XpoHudeckoi 6ome3Hpr0 ouek (XbII) u TepMuHanbHOlM cTagueit
MIOYEYHON HeoCTaTOYHOCTH. [locTpanaBmiye J0a1 4acTO UMEIOT HEHPOCEHCOPHYO MTOTEPIO
CllyXa U XapakTepHbIe TJIa3Hble aHOMaIUU. Peikue J1ro1u UMEIOT acCCOLMUPOBAHHYI0 00JI€3Hb
aopTh!l uiu UG Gy3HBIH TEHOMUOMATO3.

CunapoM Anbriopra — 3THOJIOTHUECKU IeTepOreHHOE HaclIeCTBEHHOE 3a00IeBaHue
MOHOT€HHOU Npupoibl. [IprunHa 3a60neBaHus JIEKUT B MyTallui ogHOro u3 reHoB: COL4AS,
COL4A4, COL4A3. Ilpu knaccuueckom Bapuante CA mytanus npoucxoaut B rene COL4AS,
PacroJI0KEHHOM Ha JJIMHHOM I1j1ede X-XpoMocoMbl (Xq22.2), KOTOpbIi KOAUPYET 0.5-LIENb
koutarena [V tuma (HI'). AytocomHo-penieccuBHast popma cuHIpOMa AJIBIIOpTa 00YCIIOBICHA
myTtauuei reHoB COL4A3 u COL4A4, pacnionoXkeHHBIX HA XpOMOCOME 2 U KOJAUPYIOIUX
COOTBETCTBEHHO a3- U a4-Ienu KoJjlareHa 3Toro Tuma. AyToCOMHO- foMUHaHTHas popma CA
cuerieHa ¢ reHHbIM JJokycoM COL4A3-COL4A4. Yacrota CA B MOMyJISIUU COCTABIISIET
1:5000. OH ciyxut npuunHoi 1% Bcex cirydyaeB TEPMUHAIBHOW TOYEYHON HENOCTATOYHOCTH
(TITH) B EBpomne. B 2,3% ciy4aeB nmouedHasi TpaHCIIaHTaLUs TPoBOAUTCS 00bHBIM ¢ CA.
CA omnmucaH y npeicTaBUTENEN BCEX pac Ha BceX KOHTUHEHTaX. Berpeuaercst CA oueBUAHO
yaile, 4eM O HEM COO0IIAETCs, B CBSA3U € PA3IMYHON MEHETPAHTHOCTHIO U AKCIIPECCUBHOCTHIO
reHa, MyTalusi KOTOporo ero odyciasnuBaer. YacTora pa3nuyHbix BapuanToB CA
(ayTOCOMHO-AOMHUHAHTHOTO U ayTOCOMHO-PELIECCUBHOT0) HEOIMHAKOBA B PA3JIMYHBIX
nonysnusx. [1o smunemuonornueckum nanabsiM B Poccnu wactora CA cpenu neTckoi
nomnysaun cocrasisia 17:100000 nacenenus. Ipu nnurensHOM HaOIIOICHUN 32 YJIEHAMU
cembt ¢ CA OBIJIO OTMEUEHO, YTO Y JKEHIIMH MOXHUIIOT0 BO3PacTa, Kak U y IpecTaBuTeneit

MY?KCKOT'O I10JIa, OTMEYACTCA CHUKCHUC (I)YHKI_II/II/I ITOYCK.

2. DTuonorus u IlaTorenes

Bbazanbnas memOpana. bazanbHble MeMOpaHbl, TUCTOBUHBIE CTPYKTYPbI, KOTOpPbIE
MOJICP’KUBAIOT MUTEINAIBHBIC U SHIOTEMAIBHBIC KJIETKH, COCTOAT U3 HECKOJIIBKUX KPYITHBIX U
MeNKHuX rimkonpoTenHoB. Kommaren [V npucyTcTByeT moBcemMecTHO B 0a3aibHBIX MEMOpaHax,
/1€ SBJISIETCS TJIaBHBIM KOJUIar€HOBBIM KOMIIOHEHTOM. MoJekyiibl KoyareHa [V,
CEKpEeTHPYEMbIE SHIOTETUATBHBIMYU U SMUTENNATBHBIMU KIIETKaMHU, CAMOACCOLUUPYIOTCS B
MOJIMTOHAIbHBIE CETH, KOTOPbIE B3aUMOJECHCTBYIOT C CETSIMU JJAMUHHUHA, & TAKXKe C HUIOTCHAMH,
MPOTEOTNIMKAaHAMHU U JPYTUMU TIIMKOMPOTEHHAMU, 00pa3ys Oa3zaabHbIe MEMOpPAaHBI.


https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/familial/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/x-linked/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/autosomal-dominant/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/autosomal-recessive/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/autosomal-recessive/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/isolated/

Koaunaren IV. nenu o xomtareHa [V 1ensT OCHOBHBIE CTPYKTYpPHBIE OCOOEHHOCTH U
MOKA3bIBAIOT OOMIMPHYIO TOMOJIOTHIO TTOCIIEA0BATEIbHOCTH. OCHOBHBIMU CTPYKTYPHBIMU
ocobenHocTsMu erneit o (IV) saBisroTcs cneayromue:

e A (Gly)-X-Y kosnareHoBbI# qoMeH npubau3uTeabHo 1400 ocTaTkoB

o Kapboxkcu-repmunanbabiii HekosutareHoBbIl (NC1) momeH, cocTosmuii puMepHO U3
230 ocTatkoB U 12 KOHCEPBUPOBAHHBIX OCTATKOB LIMCTEMHA, KOTOPBIE YYaCTBYIOT BO
BHYTPHUIICTIOUCYHBIX U MEXKIICTIOYCUHBIX AUCYTbPUIHBIX CBSI3IX

e HekomrareHo3Has aMHHOKHUCIIOTHASI TEPMHUHAIBHAS TOCIIEI0BATEILHOCTD U3 15-20
OCTaTKOB

[Tpumepno 20 npepbIBaHUN KOJUIAr€HOBOW TPUILIETHOU MOCIIEI0BATEIIbHOCTH TPUCYTCTBYIOT B
KOJJIATEHOBOM JIOMEHE .

Llenu komnarena [V ¢popMupyroT cimpalibHbIe TETEPOTPUMEPHI YepPe3 aCCOMAIIUN MEXKTY UX
nomeHamu COO-NCL1. I'etepoTprmepsl 00pa3zyroT CETH Yepe3 MEXMOJIEKYJIIPHOE
B3aNMMOJICHCTBHE, TAKOE KaK:

e Cksossble cBsa3u Mexay nomeHamu COO-NC1 nByX rerepoTpumepos;
o KoBaseHTHbBIE B3aMMOACHCTBUS MEXKAY YEThIPbMs rerepoTpumepamu Ha ux NH-koH1ax;

o JlaTepanbHble acconuanuu MeKIy rereporpumepamu yepes cBsa3piBanne COO-10MeHOB
C yyacTKaMH BJ/10JIb KOJUITAr€HOBOW 00J1aCTU JPyroro rereporpumepa.

CBs13u Mexly MOJIeKyJlaMu KoiareHa [V o0pasyroT kapkac Ajisl OTJI0KEHUS APYTux
MaTPUKCHBIX TITUKOMPOTEUHOB U JIJISl MPUKPEIUICHUS KIIETOK.

B HOpManbHO pa3BUBAIOILEHCS ITOYKE:

o B nepBuuHoii rinomepynsipHoit 6azanbHoit MemOpane(I'BM) He3penbix Ki1yOouKoB
npeobnagaroT kosutareHoBsie ol (IV) u komnarenossie o2 (IV) nemnu.

e (OOpa3oBaHM€e KalWUISIPHBIX NETENIb BHYTPU CO3PEBAIOIINX KITYOOUKOB CBSA3AaHO C
nosiBiieHreM B [ BM kommareHoBbsix o3, 04 u a5(1V) nemnei.

o Ilo mepe TOro Kak TIOMEpYIIIPHOE CO3PEBaHUE Pa3BUBAET, 1enu o3, 04, u a5(IV) Oynyt
npeoOagaronmMu 1ensmu kojutarena [V 8 GBM.

MexaHn3M BO3HUKHOBeHUs 3a00/1eBanusl. OTCyTCTBUE UM HEIOCTATOUHAS SKCIIPECCHS
KOJUTareHoBbIX 03, a4, a5 u, Bo3MoxHO, a6(IV) nierneii B 6a3aibHONM MeMOpaHe, MPUBOJIUT K
TOMY YTO CETH, KOTOPBIE OHH 00pPa3yIOT, OTCYTCTBYIOT WU SIBIISIOTCS J€(PEKTHBIMH, BHI3BIBAIOT
KJIIMHUYECKHE 0OCOOCHHOCTH CHHIpOoMa AJIBITOPTA.

[TaToreHHsbIl BapyUaHT, BAUSAIOIINNA Ha OAHY W3 LIETEN, y9acTBYIOIIUX B ceTH KoyareHa [V 0345,
MOYET MPENATCTBOBATh 3KCIpeccuu 06azaabHON MeMOpaHbl HE TOJIBKO 3TOMU 1IeTH, HO M IBYX
JIpyrux Heneil. AHaJOorMuHbIM 00pa3oM, MaTOr€HHbIN BapuaHT, BKIoYaomui nens as5(IV),
MOYKET BMEIINBATHCS B SKCIIPECCUIO 0a3aIbHON MeMOpaHbI LenH 06.

BonpmmHCTBO BapuaHTOB MUcceHC KojutareHa [V BcTpevaroTesi B KOJIOHAX, KOJAUPYIOLIUX
TJIMIIHUH. HpI/ICYTCTBI/Ie Oonee prr[HOﬁ AMHWHOKHUCIIOTHI B ITOJIOKECHUU TJTINITUHA
MPEIMOJIOKUTETHFHO CO3AaeT U3TUO WU PACKPBITHE B TPOMHOM CIIUPAIHU, KaK 3TO HAOIIOJaeTCs B
kosutarerne ol (I). AHOMaIbHO CIOYKEHHBIE TPOWHBIC CITHPATTU KOJUTareHa MPOSBIISIOT
IMOBBIIICHHYIO BOCIPUUMYUBOCTDL K HpOTCOHHTH‘-IGCKOfI Acrpaaanuu. ITonmoxxenue 3aMCIIICHHOI'O
TVIMLMHA WIA CaMOW 3aMelaroniel aMiHOKUCIOTHI MOXKET BIMSTH Ha CBEPThIBaHUE OeNKa U, B
KOHCYHOM CUYCTC, HA TAXKCCTh KIIMHUYCCKOI'O d)eHOTHHa .


https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/domain/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/domain/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/domain/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/pathogenic-variant/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/missense/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/phenotype/

['eneTndeckas ocHOBa cuHApoMa AnbIiopTa Oblia BIiepBbie yctaHoBeHa B 1985 r. M. Fiengold
u coaBT. [lo3nnee, B uccnenoBanmsix Havana 90-x ronoB XX Beka ObUTO MOKA3aHO, YTO CHHAPOM
Anbriopra MOXeT ObITh 00YCIIOBIICH MyTallueil B OTHOM U3 TPEX F€HOB, KOJUPYIOIUX HEMH
koiutaresa IV tuma: COL4A3, COL4A4 umu COL4AS. CoritacHO UMCIOIIUMCS JJAHHBIM,
MYTaIH YKa3aHHBIX T€HOB MPUBOIAT K MOCTTPAHCIISIIIMOHHBIM aHOMAIHSM COOPKH ITPOTOMEPOB
KOJIJIareHa.

VY 80 % mauueHToB ¢ cuHAPOMOM AJbropTa BeIBIAIOTCS edektsl reHa COL4AS, koTopslit
pacmoJioxkeH Ha XxpomocoMe Xq22. JlanHas ¢hopma 3a00J1€BaHMsI XapaKTepUu3yercs X-
CLEIUICHHBIM IOMHUHAHTHBIM HacJeI0BaHUEM (MIPEUMYIIECTBEHHO MPOSBISETCS Y MYKUHH). Y
YKEHIIUH MPOSBIICHUE CUHPOMA 3aBUCUT KaK OT THIIa MyTalllu T€Ha, TaK U OT MaTTepHa
MHAKTUBALMK XpOMOCOMBbI X B KJIeTKax opranu3ma. Ha cerogHsmHuii eHb BBISIBICHO OKOJIO
ThICSIun onuMopdu3mMoB u mytanuii rena COL4AS, 3aperucTprupoBaHHBIX B MEXKIYHAPOTHOM
0a3e TaHHBIX OTKPBITOrO JOCTYIA, CPEIU HUX — MATOT€HHbIE MyTallu, IPUBOISILINE K
AMUHOKHUCIIOTHBIM 3aMEHaM, MPEekAeBPEMEHHON TEPMUHALIMY TPAHCIISIIUH, CIBUTY PAMKHU
CUMTBHIBAHUS, YJAIIEHUIO HECKOJIBKUX aMUHOKHUCIIOT U3 MOCIEeI0BATEIIbHOCTH OelKa, a TAaKkKe
MYTaIlllX CalTOB cIuiaiicuara. CieyeT OTMETUTD, UYTO MOAABIISIONISE OOIBIIMHCTBO OMUCAHHBIX
BapHAHTOB COCTABJISIOT OJTHOHYKIICOTH/IHBIC MTOJIMMOP(HU3MBI (UTO OTMEYATIOCH U B PaHEE
OITyOJIMKOBAaHHBIX PaboTax).

Hedextsl reHoB COL4A3 u COL4A4, pacnionararonmxcs Ha XpoMocoMme 2 B JIoKyce 2q36,
BBI3BIBAIOT AyTOCOMHYIO (JOpMY CHHIpOMa AIBIIOPTa, KOTOpast 0OHAPY>KUBACTCS MPUMEPHO y 15
% manueHToB. AyTOCOMHO-pelieccuBHas hopMa CUHApOoMa AJIBIIOPTA C MyTalllel FeHOB
COL4A3 u COL4A4 moxeT ObITh BbI3BaHA KaK TOMO3UTOTHBIMHU MYTaIllUSIMU, TaK U KOMITayH/I-
Te€TEPO3UTOTHOCTHIO OAHOTO U3 YKA3aHHBIX T€HOB.

B nuteparype Takxke cooluianoch 06 ayToCOMHO-JOMUHAHTHBIX (hopMax CHHIpoMa AJIbIIOpTa ¢
myTarusimu B reHax COL4A3 unun COL4A4], onnako ouu sBisitoTcs 6osee peakumu (5%). B
ATHX T'€HaX BBISABIICHBI IATOT€HHbIE MyTAllMH, TPUBOSAIINE K AMUHOKUCIOTHBIM 3aMEHaM,
NPEKIEBPEMEHHON TEpMUHAIIMY TPAHCIIALNH, CIIBUTY PAMKU CUUTHIBAHUS, a TAKKE MyTalluu
CalTOB CIUIAMCHUHTA.

3. Knaccudukanus

B nacrosmee BpEMs KHaCCI/I(I)I/IKaLII/I}I CUHJApOoMa A.HLHOpTa IMPOBOAUTCA IO THUITY HACJICIOBAHUA
TCHCTUYCCKOI'O I[C(bCKTaZ

Knaccudukanus CA B HacTosIIee BpeMs IPOBOAUTCS 110 TUITY HACJIEAOBAHUS:
* X-CIeTUICHHBIN TOMUHAHTHBIN (knaccuueckuii) XLAS;

* ayTocOMHO-penieccuBHbIi ARAS;

* ayTOCOMHO-A0MUHAHTHBIH ADAS.

Oxko:o 80% B TOMYJISIMK COCTABIISIOT MAIMEHTHI ¢ X-CIETJICHHBIM JOMUHAHTHBIM BapHaHTOM
CA, okono 15% — ¢ ayrocomHo-penieccuBHbIM CA 1 0k0710 5% — ¢ ayTOCOMHOJJOMUHAHTHBIM
CA. ITpu mytammu COL4AS BeIAenstoT Ooliee TsKeble BAPUAHTHI: ICTICIINH, HOHCEHC WITH
CIUTAiCHHT MyTaIluH U OoJiee JIETKUi BapUaHT — MUCCEHC MyTaIlusl.



4. KnnuHuyeckas KapTuHa

[Tpu cunnpome AnpnopTa HaOMIOJACTCS LENbli CIIEKTP (PEHOTUIIOB, HAYUHAS OT
POrpecCUpyroell IOYeYHON HEAOCTATOYHOCTH C BHEMIOUECYHBIMU aHOMAIIUSMHU
JI0 M30JIMPOBAHHON reMaTypUu C HETIPOTPECCUBHBIM MJIH OYEHb MEJICHHO
MPOrPECCUPYIONIUM TEUCHUEM.

CunapoM AnbIopTa UMEET MOYCYHBIC U, YACTO, KOXJICAPHBIE U TJ1a3HbIe MposiBiieHus. [Ipu
X-cBs3aHHOU (hopMe cuHIpoMa AJIBIIOPTA MPOSBIICHUS 3a00JIeBaHUs, KaK MPaBHIIO, OoJiee
BBIP@KEHBI Y MOCTPAIABIIUX MYk4ruH. OHAKO y CTPAJAIOIIMX YKCHIIWH, HMCIOIINX JIHO0O
XLAS, mu6o ARAS, Takxe MoxeT Habro1aThes cepbe3Hnoe BoBiaeueHue. ADAS, kak
MIPaBUJIO, SBJISICTCS MEJICHHO MPOTPECCUPYIOITUM PACCTPONCTBOM; ITOYCHHAS
HEJIOCTAaTOYHOCTh M HEHPOCEHCOPHAs TYyTOyXOCTh MOTYT Pa3BUBATHCS TOJIBKO B
OTHOCHTEJIBHO TTO3]THUE CPOKH KU3HH.

Iloueunwvie [Iposasnenus

OTanuuTeNbHON YePTON CUHApOMA AJIBIIOPTA SABIISIETCSI MUKpOTreMaTypus. My XYuHBI ¢
XLAS uMeroT ynopHeHIyo MUKpOreMaTypHrIo ¢ PAaHHETO BO3pacTa. DNU30AndecKas rpyoas
remMaTypHsi MOKEeT BO3HUKHYTh, 0COOEHHO B JIeTCKOM Bo3pacte. boiee 90% xeHiuH ¢
XLAS uMeroT MUKpOTreMaTypuIo, XO0Ts OHa MOXKET ObITh U MpepbIBUCTON. HIUBUIYYMBI €
ARAS nmeroT ynopHyo MUKpoOreMarypuro, 6e3 pazHullsl B rnosa. Jluma

¢ rerepo3uroTHbIM natoreHHbIM BapuanToM COL4A3 unu COL4A4, accounnpoBaHHBIM C
ARAS, umerot npumepno 50% ciayyaeB NepCcUCTUPYIOLIEH WIH IPEPHIBUCTON
MHUKpPOre€MaTypHH.

V¥ Bcex MyxunH ¢ XLAS pa3zBuBaeTcsi IpOTEUHYpPUS U, B KOHEUHOM UTOrE,
IIPOrPECCUPYIOIIAS IOYEYHAsI HEJOCTATOYHOCTh, YTO IPUBOJUT K TEPMUHAIBHON CTauU
XIIH. B uenom, no ouenkam, 60% nocturator XIIH B Bo3pacte 30 net, a 90% - B Bo3pacte
40 ner. Ha ckopocts nporpeccupoBanus XIIH oka3piBaeT BiausiHue

xapakrep naroreHeruyeckoro Bapuanra COL4AS

[Tpumepno y 12% sxenmun ¢ XLAS passuBaercs XITH mo 40 ner, yBenmuusasics 10 30% B
Bo3pacte 60 net u 40% B Bo3pacte 80 ser.

VY 6onpmmacTBa Ml ¢ ARAS pasBuBaeTcs 3HaYNTENbHAS TPOTEUHYPHS B TTO3THEM JIETCKOM
WM paHHEM MOJPOCTKOBOM Bo3pacTte, a Takke XIIH B Bozpacte 1o 30

net. [Iporpeccuposanne XITH npoucxonut 6osee MemieHHbIMU TeMnamu y st ¢ ADAS
(gacTo ¢ 3amepKKOi 10 OoJiee Mo3MHero coBepeHHoeTHs ), yeM y jmi ¢ XLAS nmn ARAS.

Koxneapuuwie [Iposienenus

[Toteps ciyxa npu cuHApOME AJIBIIOPTa HUKOTa He ObIBAeT BpOXKIeHHOM . CHIKEHUE
cityxa yacto oOHapy»kuBaercs B Bozpacte 6-10 et y manpunkoB ¢ XLAS. Ha pannux
CTaUAX ACPUIUT CIyXa BBISBISIETCS TOJIBKO C TOMOLIBIO ayIMOMETPUHU, IPUYEM
JIBYCTOPOHHEE CHIDKEHHE YYBCTBUTEIBHOCTH K TOHAM npoucxoaut B auanazone 2000-8000
['u. ¥V My>X4uH noTeps ciayxa NporpeccUpyeT U B KOHEYHOM UTOTE PACTIPOCTPAHSIETCS Ha
JpyrHe 4acTOThl, B TOM YHCJIE HAa Pa3roBOpHYO peub. [loTeps ciyxa yacto onpenensercs 1no
¢dbopmanpHOM OlLIEHKE ClIyXa B TIO3IHEM JIETCTBE, HO B HEKOTOPBIX CEMbSIX HE
0OHapy’KMBAETCs 10 OTHOCUTENIBHO MO3/HEr0 BO3pacTa.

JIByCTOpOHHSSI HEUPOCEHCOPHAsI TITyX0Ta, KOTOpasi HUKOT1a HE MPOSIBISIETCS B PAHHUE
CPOKH 1oclie poxAeHus, otMedaeTcss y 90% reMu3uroTHbIX MaJIb4MKOB C X-CLETICHHBIM


https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/isolated/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/affected/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/heterozygous/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/pathogenic-variant/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/pathogenic-variant/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/congenital/

cuHapoMoM Anbnopta, y 10% rerepo3urotssix aesodek ¢ X-cuemiaeHHbsIM CA ny 67%
OOJIbHBIX C ayTOCOMHOPEILECCUBHBIM CUHAPOMOM.

Kaxk mpeacraBisieTcs, He CyIeCTBYeT IeHACPHBIX PA3IMYUA B 4YaCTOTE WU TCYCHUH TIOTEPH
cinyxa B ARAS. Jlunia ¢ ARAS, xak nipaBuIio, posIBIISIOT FOHOIIECKOE HaYajIo MOTEPH
ciyxa. [Toteps cimyxa MoeT ObITh OYeHBb TTO3HUM pa3BuTHEM y Joneit ¢ ADAS.

I nasuvie [lpossnenus

['ma3uble nopa)eHus 4acTo BCTPEUAIOTCS MpU cUHApOoMe AbiopTa, Berpevasich y 30% -
40% mun ¢ XLAS. Onu ropaszo yaiie BCTpedaeTcsl y MOpakeHHBIX MY>KUHH, HO MOXKET
BCTpEUYaThCA U Y KeHIIUH. CIIeKTp MOpaXeHH T1a3HbIX S0JI0K cXxo/ieH ¢ TakoBbIM y XLAS n
ARAS. I'na3uble mopa)KeHHs SBIISIOTCS OTHOCUTENBHO pelKuM siBeHrneM B ADAS.

o Ilepennmuii JIeHTUKOHYC, IPU KOTOPOM IEHTPATbHAS YaCTh XPyCTAJIMKA BHICTYTIAET B
MEPETHIO KaMepy, MPAaKTHYECKHA MTAaTOTHOMOHWYEH MPU CHHApOME AJbriopTa. B
HACTOsAILIEE BPEeMsl IEPEAHUM IBYCTOPOHHUN JIEHTUKOHYC IpUMEpPHO y 75%
001bHBIX. OH OTCYTCTBYET P POKJIEHUHU, OOBIYHO MOSBISETCS HA BTOPOU-TPEThEH
nekaze xu3Hu. [Iporpeccupyroniee HCKaKeHNUE XPyCTaMKa MOKET BOSHUKATh,
COINPOBOXKIASICh HapacTaHueM OJIu30pyKocTH. IloMyTHEHMS XpycTanlKa MOTYT
Ha0JII0/1aThCSl B COUETAHUU C JIECHTUKOHYCOM, MHOTJIa BO3HUKAIOIIKUM B Pe3yJIbTaTe
pa3phbiBa NepeIHEN Karcyiabl XpyCTaIuKa.

Bce 3apeructpupoBaHHbIC JIUIA C IEPEAHUM JICHTHKOHYCOM, KOTOPbIE OBLIH
HaJJIexaIuM 00pazom o0ciIe10BaHbl, TPOJEMOHCTPUPOBAIN MPU3HAKU
XPOHUYECKOIo He(h)pUTa U HEHPOCEHCOPHOU Tyroyxoctn. MakyJionaTus,
cocrosas u3 0eIecoBaThIX WM KEITOBATHIX ISITEH WX TPaHYJISIIUN B
nepuMaKyJIsipHON o6sacTH, 6buTa 0OHapyskeHa npumepHo y 14% myxunn ¢ XLAS B
0omb1I0# cepuu. B TO Bpems kak MaKyIonmaTus 0OBIYHO HE CBSI3aHA C KAKUMH-JIMO0
3pUTEIHHBIMU AHOMAJTUSIMHU, Y HEKOTOPBIX JIFOJCH Pa3BHINCh MaKyJISIPHEIC
OTBEPCTHS, CBI3aHHBIC C TSHKEIBIM UCTOHYCHHUEM CETUATKHU.

e  DHIOTeJHATbHBbIE BE3UKYJIbI POrOBUIbI (33Hss TOJIUMOpPHAast 1ucTpodus)
U peuMIMBUPYIOIIAS 3PO3Us POrOBHIIbI TAKXE MOT'YT HAOJIOIaThCS Y JIUI] C
CUHAPOMOM AJIBIIOPTA.

o JIBycTOpOHHME 33/IHHE CYOKAINCYJISIPHbIEe KATAPAKTHI TAK)KE YaCTO BCTPEUYAIOTCS Y
JIMI] C CUHIPOMOM AJbriopTa ¢ Tu(pPy3HbIM JIEHOMHOMATO30M.

Ilpouee

AHeBPHU3MBbI TPYIHOH M OPIOLIHOI a0PThI OBLIN ONMUCAHBI Y HEOOJIBIIOTO YKCIA MYKUKH C
CUHIPOMOM AJIBIIOPTA. DTU aHEBPU3MBI OTJIMYAIOTCSI OTHOCUTEIIBHO PAHHUM BO3PacTOM
IIOCTAaHOBKHM JIMarHo3a.

JNuddy3nbiii JeiiomuomaTos. Accorpanus cuHapoMa AnbnopTa ¢ AMGpQPy3HbIM
JeHOMHOMATO30M IMUIIEBOJIa U TPAXEOOPOHXHAIBHOTO JIepeBa OblIa 3aperUCTPUPOBaHA B
HECKOJIbKUX JIECATKAX CEMEH. DTO MPOUCXOAMT M3-3a OOJIBIIUX JEIELHi, KOTOphIE
oxsatbiBaioT cocequue S ' koHIpl COL4AS 1 COL4AG. CuMnTomMbl OOBIMHO MOSBIISIOTCS B
MO3HEM JIETCKOM BO3PACTE U BKIIOYAIOT AUC(Aruio, MOCTIPaHANAIBHYIO PBOTY,
PETPOCTEPHANBHYIO MU SMUTACTPATBbHYIO 00JIb, PELIUIUBUPYIOIINNA OPOHXHT, OJBILIKY,
Kamiens u ctpugop. [lopaxeHHble )KEHIIUHBI B 3TUX BUaX OOBIYHO MPOSBISIOT TAKKeE



TeHUTAJLHBIC JISHOMHOMBI, BBI3BIBASI THIIEPTPODHUIO KIIUTOPA C IEPEMEHHBIM BOBJICUCHUEM
OOJIBIINX MOJIOBBIX TYO U MATKH.

5. JlnarHocTuka

I[I/IaFHOCTI/IKa CUHApOMaA AHBHOpTa IIPOBOAUTCS C UCIIOJIB30BaAHUEM HEKOTOPBIX MU BCEX 3THUX
MCTOH0B:

e AnamHe3 3a005eBaHUs U (PU3UKAIBHBII OCMOTP

e OOmwmit aHaIM3 MOYH, OLICHKA CYyTOYHOUN MPOTEUHYPUU, MUKPOCKOIIHSI OCaJKa MOYH,
KJIMHUYECKHM aHaIn3 KPOBH, OMOXUMHYECKH aHaIu3 KPOBU (KpEaTHHUH, MOYEBHHA,
nporenHorpamma, K, Na)

o TloapoOHeblit cemelHbIil aHaMHE3 U, BO3MOKHO, aHAJIN3 MOYH Y POJCTBEHHUKOB IEPBOil U
BTOPOM CTEIEHU POJICTBA

e Koncynbranus JIOPa u nmpoBeneHne ayJuoMeTpHUECKOTr0 UCCIIEAOBAHUS

o Koncynbauus okynucra 1 OCMOTp IPU IIOMOILH IIETIEBOM JIaMIIbI

e VY3U nouek

e AHanmu3 OMOIICHUU TIOYKU

e AHanu3 OMOIICUU KOXKHU

o ['eHernueckoe TECTUpPOBAHMUE.

Jnarno3 cunapoma AbIopTa yCTaHaBIMBAETCS HA OCHOBAHUU TPEX U3 MSITH CIEAYIOLINX
KPUTEPUEB:

1. 'emaTypus WM JETAIBHBIN UCX0J OT XPOHUUYECKOM MMOYEUHON HEJOCTATOUHOCTH B CEMBE.
2. 'ematypus 1 / Wiy NpOTEUHYPHUS B CEMbE.

3. Cneunduyeckre n3MeHeHHs 6a3aabHON MEeMOpPaHbl KITyOOUKOB MPH IEKTPOHHON
MHUKpPOCKONHUU HedpoOuomnTara.

4. CHIKEHue cilyXa o JaHHBIM ay/IMOMETpUH (HUKOTAa He ObIBaET BPOXKIAECHHOM).

5. [laTonorus 3peHus (rnepeHuil JIEHTUKOHYC).

Ananuz moqu

My:xunnbl ¢ XLAS; My:KuMHBI U sKeHIIMHBI ¢ ARAS. AHanu3 Moyl 0ObIYHO MOKa3bIBAET
remMatrypuio (0T IeCATKOB J0 COTE€H IPUTPOLIUTOB B I10OJI€ MOIIHOIO MUKpockorna). [lepekpsiTue ¢
HOpPMAaJIbHBIMU PE3YyJIbTaTaAMU MUHUMANBHO. [IpoTenHypHs pa3BuBaeTCs B OCHOBHOM Y

100% mocTpagaBIIMX JIAII, XOTSI CPOKU €€ BOSHUKHOBCHHS BapbHUPYIOT.

Kenckue rerepo3urorsl Aast XLAS. [Ipumepro 95% rerepo3urot nposBisiioT CTOMKYIO MU
IIPEPBIBUCTYIO0 MUKporeMaTyputo. IIporennypus pazBuBaeTcs NIpUMEPHO Y
75% reTepO3UTOTHBIX JKEHIIUH.

Kak My:X4HMHBI, TAaK M KeHIIUHBI ¢ XLAS MOryT MMETh IPEPHIBUCTYIO WU IOCTOSHHYIO
rpyOyro remarypuro.

Kak My»&4HMHBI, Tak ¥ ;KeHIIMHbI ¢ ADAS. AHanu3 MOUYM 4acTo MMOKA3bIBAET
MHUKPOTr€MaTypHIO, XOTsI HEKOTOPBIE JIIOAN OECCUMITOMHBI. Y 3HaUUTEIbHOM
YacTU NOCTPAAABIINX B KOHEYHOM UTOIE Pa3BUBAETCS POTEHHYPHSL.


https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/affected/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/heterozygous/

YcranoBjeHnue JMarHo3a

Jlnarno3 cuHapoMa AbIIOpTa YCTaHABIMBACTCS Y MPOOAH/A C MaTOTeHHBIM
BapuantoM B COL4A3 , COL4A4 unu COL4AS , uneHTHUIIMPOBaHHBIM ITPH MOJICKYJISIPHO-
TeHETHYECKOM TECTUPOBAHUU .

[Toaxoapl K MOJIEKYJISIPHO-TEHETUYECKOMY TECTUPOBAHUIO MOTYT BKJIFOUATh
KOMOHMHAIMIO T€HHO-11eJIeBOr0 TeCTHPOBAaHUS ( MyJIbTUTCHOBAsI [TAHEIb )

U KOMILJIEKCHOT0 T€HOMHOT0 TeCTHPOBaHMs (9K30MHOE CCKBCHUPOBAHUE , MACCUB
9K30M , TEHOMHOE CEKBEHUPOBAHKE ) B 3aBUCHMOCTU OT (PEHOTHUIIA .

['enHO-11E7I€BOE TECTUPOBAHKE TPEOYET, YTOOBI Bpau-KIMHULIUCT OIPEIEIIIII, KAKUe TeHBI ,
BEPOSATHO, YYAaCTBYIOT, B TO BPEMsI KAK TEHOMHOE TECTUPOBAaHUE HE TPEOYET 3TOrO.

Bapwuanr 1: ucrnonp3oBaHue MyJIbTHT€HOBO# MaHeJH , KOra PEHOTHITHYSCKHUE U
7ab0paTOPHbIC JaHHBIC YKA3bIBAIOT HA JHArHO3 CUHApPOMa Asibriopta. MyJabTHTeHOBasI
naHeJib, BKirouaromas B ce0ss COL4A3 , COL4A4 , COL4AS u apyrue TeHbI , TPEICTaBIISIONIIEC
UHTEPEC, CKOPEe BCET0, HACHTU(PHUIUPYET F'eHETHUECKYIO IIPHYUHY COCTOSIHUSI C Hanboiee
pa3yMHOM CTOMMOCTBIO, OTpaHIYMBAs HICHTH(PHUKALINIO BApUAHTOB HEOIIPEIEIICHHON
3HAYUMOCTH U MTATOT€HHBIX BAPHAHTOB B IeHAX, KOTOPBIC HE OOBACHIIOT OCHOBHON (DEHOTHII .

BapI/IaHT 2. KOMILZIEKCHO€ T€HOMHOE€ TECTHPOBAHHUE ABJIACTCA JTY4YIIMM BapuaHTOM, KOrJga
AWardo3 CHHApoOMa AJH)HOpTa HC pacCMaTpUuBaCTCA N3-3a TOI0, YTO UHANBUAYYM UMCCT
ATHUIIMYHBIC (beHOTI/IHI/I‘ICCKI/Ie ocobennoctu. Hanboiee yacto HCIIOJIb3YCTCA SK30MHOC
CCKBCHUPOBAHUC, TAKIKC BO3SMOKHO CCKBCHHPOBAHUC I'CHOMA.

buorncus [Toukn
NMMYHOrHCTOXUMHYECKUH aHAJIU3

e  My:kunnbl ¢ XLAS TUINYHO OKa3bIBAIOT MOJIHOE OTCYTCTBHE OKPAIIUBAHUSI CPE30OB
st nenu o3(IV) komnarena, nenu 04(1V), u nenu a5(IV) Ha peHanbHON OHOTICHH.

[Tpubnuzurensho y 20% mysxuns ¢ XJIAII HabmrogaeTcss HOpManbHOE OKpallIMiBaHHUE
MOYEUYHBIX 0a3alibHBIX MeMOpaH Jytst kKosutareHoBoi nermu a3(IV), nenu 04(1V) u nenu
asS(IV).

e JKenmunsl, rerepo3urorunie no XLAS, Kak npaBuio, 1€MOHCTPUPYIOT IIATHUCTYIO
NOTEPIO OKpalMBaHus A 1eneit koutareHa a3, o4 u a5(1V) B BM u tpyOuarbix
6a3anpHBIX MeMOpaHax. HekoTopble reTepo3uroTHbIe JKEHIIMHBI JEMOHCTPUPYIOT
HOpMaJIbHOE OKpAIIMBaHUE /IS KoJIareHoBsIX a3, a4 u a5(IV) neneii B 6a3anbHbIX
MeMOpaHax Moyex.

e Y aun ¢ ARAS HabmofaroTcs HapyIeHHst SKCIIpeccHu KoitareHa [V tuna nodex,
KOTOPBIE OTJIMYAIOTCS OT TAKOBBIX Y JII C X-CIIETUICHHBIM 3a0oJeBanueM. Jluma ¢
ARAS 00BIYHO IEMOHCTPUPYIOT OJTHOE OTCYTCTBHE OKPAIIMBAHUS JUIsl KOJJIAar€HOBOM
nenu 03(IV) u nenu 04(1V). Ognako, B To BpeMs kak ux bM He moka3siBaroT
OKpaImBaHus ajs nenu kosarena a5(I1V), okpammusanue kancyn boymena u TpyGuaTsix
OazanpHBIX MeMOpaH utst enu koyuiareHa aS5(IV) ssusercs
NOJIOKHUTETbHBIM. HekoTopble mroau ¢ Aras 1eMOHCTPUPYIOT HOPMAJIbHOE OKpallliBaHUe
noyeyHoi 6a3anbHON MeMOpanbl Ais kKosarenoBoit uenu a3(IV), nenu a4(1V) u nenu
a5(IV).

e Jlwoau ¢ ADAS noka3bIBaroT HOpMalIbHBIN rOM OKparmBasi 1jisl nenu kojuiarera o3(Ms),
nenu 04(MB), u nenm a5(MB).

DJIeKTPOHHASI MUKPOCKOIMSI


https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/proband/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/pathogenic-variant/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/pathogenic-variant/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/molecular-genetic-testing/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/molecular-genetic-testing/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/gene/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/multigene-panel/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/genomic/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/exome-sequencing/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/exome-array/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/exome-array/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/genome-sequencing/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/phenotype/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/gene/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/genomic/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/multigene-panel/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/multigene-panel/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/multigene-panel/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/uncertain-significance/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/uncertain-significance/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/phenotype/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/genomic/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/x-linked/

o Hopmaabnblii. HopmanbHas cTeHKa KITyOOYKOBOTO KamUIsApa UMEET TPHJIaMUHAPHBIN
BUJI, COCTOSALINHA U3 OJTHOPOJHOTO 3JIEKTPOHHO-TIOTHOTO cinos (lamina densa), 3axkaToro
MEXIY IBYMS JIEKTPOHHO-CBETSIIUICS cliossMu. HapykHbIN (CyOaNTUTETHANBHBIN) CIIOM
CTCHKH KITyOOUKOBBIX KAIUJUISIPOB, TJI€ OH MPUMBIKACT K HOKHBIM OTPOCTKAM
KJIyOOUKOBBIX BUCIIEPAJIbHBIX SMUTEINOLMTOB, SBISIETCA [VIAJIKUM U PETYJISIPHBIM.

s m3mepenus mupuabl I'BM Obutn HCTIONIB30BaHbI pa3IMdHbIe MeTOAbl. Bennunna
cpesa y B3pocibix konebiercs ot 250 Hm no 330 Hwm, B 3aBUCHMOCTH OT

TEeXHUKU. Bennunna orceuenus y neteii konednercs or 200 Hm 1o 250 Hm, B
3aBUCUMOCTH OT MeToauku (250 Hm HaxomuTcs B ipeaenax 2 SD oT cpeHero 3HaueHus
B Bo3pacre 11 ser).

o Cunapom Aabnopra. Ilpu nuddy3HoM HATUUKKU CIEAYIOMNE TPH U3MEHEHUS SIBIISIOTCS
IIATOTHOMOHUYHBIMU JUJIs1 CHHIPOMa AJIBIIOPTA:

o Lamina densa, MIO-BUAUMOMY, pa3JICJICHAa Ha HCCKOJIbKO IICPCIJICTAIOUXCA
HUTCH 13 SJICKTPOHHO-IIJIOTHOT'O MaTCpHralid, HAITIOMHUHAIOIUX IIJICTCHUEC
KOP3UHBI.

o IlpoGenbl MeXxa1y STUMH HUTSMH YacTO 3aHAThHI KPYTJIBIMH, 3JIEKTPOHHO-
IUIOTHBIMU TeJIaMU (BO3MO’KHO, 3aXBaYEHHON IIUTOILIa3MOM).

o Crenka KIyOOYKOBBIX KanMUIIPOB TU(PHY3HO YTOJIIEHA,a €€ SIUTETHATbHBIN
KOMITOHEHT (h)eCTOHYAT.

OpHako caMoe paHHee U3MEHEHUE NP cuHApoMe AJbopTa - 1 (y3HOE UICTOHUEHHE
BM. Jletn ¢ XLAS u ARAS 4acTo 1moka3bpIBaloT TOJbKO yToHUYeHHEe BM Ha peHanbHON
6uoncuu. XKenumusl ¢ XLAS u unauBuayymsl ¢ ADAS Takxke MOTYT IIOKa3aTh TOJIBKO
npopexxruBanre bBM. BeipaxenHast BapuabenbHOCTh MpUHBI BM B npeaenax kiyoodka y
WHAMBHUAYYMa C IEPCUCTUPYIOLIEN MUKPOreMaTypHen JOJKHA BbI3bIBATh MIOJO3PEHUE HA
CUHJIPOM AJIBIIOpTA.

buoricusa xoxu

Ecnu Guorncus moyku mpoTUBOMNOKa3aHa (a2 TeHeTHYECKOe TECTUPOBAaHHE HEBO3ZMOXKHO), BMECTO
OMOTICHH TTOYKH MOXET OBITh BBHITIOJIHEHA OUOTICUS KOXKH CO CIAEAYIOIIMMH Pe3yJIbTaTaMuU:

e  Myxununsl ¢ XLAS. IIpumepro y 80% Myx4MH HHKYOaIust OMonTaTa KOXH C
MOHOKJIOHAJIbHBIM aHTUTEJIOM, HAallpaBJICHHBIM MPOTHB 1enu KosuiareHa ol (IV),
MOKa3bIBAET MOJIHOE OTCYTCTBUE OKPALIMBAHUA Oa3abHBIX MEMOpaH
snuaepmuca. [Ipumepno y 20% My>xuuH HabII0Ja€TCsl HOPMAJIbHOE OKpAaIlliBaHUE.

e JKenmunsbl, rerepo3urorunie no XLAS. [Tpumepno 60-70% reTepo3uroTHbIX KEHITIH
JIEMOHCTPHUPYIOT MPEPHIBUCTOE OKpalinBaHue 1enu kouaresa aS(IV). 3o
00BsCHSIETCS MHAKTUBAIMEH X-XpOMOCOMBI, B pe3yJIbTaTe Y€ro MOXKHO OBLIO OBl
0’KU/1aTh, YTO OJIHA MTOJIOBUHA OA3UIISIPHBIX KEPATHHOIMTOB OYy/IE€T 3KCIIPECCUPOBATh
HOPMaJIbHYIO KoJimareHoByro a5(IV) mems.

o Jluua ¢ ARAS. Bce HHOMBHITYYMBI UMEIOT HOPMAJIbHYIO PEAKTHBHOCTD KOXKH IS TIETIH
xoyutareHa o5(I1V).

e HNumuBuayymsl ¢ ADAS. Bee MHIUBHyyMbI UMEIOT HOPMaJIbHYIO PEAKTUBHOCTD KOXKHU
11t rienu kosutareHa aS(IV).


https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/x-chromosome-inactivation/

[Tocne ycTaHOBIEHHSI OCHOBHOTO TMArHO3a, HEOOXOIUMO MPOBECTH OIIEHKY CIICTYFOIINX
MoKa3aresel (eciM OHU He MMPOBOUIMCH B paMKax OILICHKH, MPUBEIIICH K TOCTAHOBKE
JIMarHo3a).

Onenka KommenTapuii
Cucrema
[IpoTtennypus (cooTHOIIEHHE OeNKa U KpeaTHHUHA MOYU
>0,2mr/Mr y aereit crapiue 2-x net, >0,5Mr/Mr y aertei
Mouxn Hcxongnoe uccnenoBanue Mutajuie 2-x JeT, Wik, y pedeHka, 24-4acoBoii OeIoK Mouun >
9KCKpenru Oeska ¢ MOuon 4 mr / M?/ 9)sBNISeTCS BOKHBIM MIOKa3aTeIeM
MPOTrPECCUPOBAHUS IOUEYHONW HENOCTATOUHOCTH Y JIUIL C
CUHIPOMOM ANBIOpPTA.
BbicokouacToTHasi CEHCOHEBpaJIbHAs IIyX0Ta 0OBIYHO
Cayx bazoBas ayanorpamma N
BBISBIISICTCS Ay AMOTPaMMON B TTO3AHEM JIETCKOM BO3pAaCTe.
Ucxonnas
3penne odranpMoNoruuecKast OleHKa, OreHKa AJ1s BBISIBIICHUS] MAKyJIONIATHI U JICHTUKOHYCA,
OCMOTp TIPH ITIOMOIIIX ITIEJICBOM KOTOPBIE OOBIYHO OECCUMITTOMHBI.
JIaMITBI
Koncynpramms ¢
Ipouce KITMHUYECKUM T€HETUKOM U /

WU TCHETUYCCKHUM
KOHCYJIbTAHTOM

6. duddepenunanbHblil 11arHos.

Cunapom AnbropTa yaiie BCero MposiBiIsIeTCsl B IETCKOM BO3PACTe, U IOATOMY €ro He0OX0I1uMO
muddepeHIpPoBaTh OT APYTUX MPUUYHUH CTOUKON (>6 Mec.) MUKpOTeMaTypuu y JeTei.

e [lepBBIM mI1arom B OIIEHKE TEMATYPHUH y JIETEH SBISETCS MOMBITKA YCTAHOBUTH UCTOUYHUK
reMarypuu (OYEYHbBIN/KITyOOUYKOBBIH, TOYEUHBIH/TIOCTTIOMEPYIISPHBIH,
MOCTIEYCHOYHBIH ).

o DTO 4acTo BKJIIOYAET B C€0sI OLEHKY MOP(OJIOTUU MOUYEBBIX SPUTPOLIUTOB C
NOMOIIBIO (ha30BON KOHTPACTHONH MUKPOCKOIIUH, U3MEPEHUs KalbliUs B MOYe U /
WIN yIbTPa3ByKOBOI'O HCCIIEJOBAHUS MOYEK.

o CemeliHblld aHaMHE3 SIBJISIETCSI BAXKHBIM KOMIIOHEHTOM MEPBUYHOM OLIEHKU
coctosiHUs peOeHKa ¢ remaTtypueil. Koraa 3To BO3MOXKHO, IOTydYeHUE aHATTN30B
MOYH Y POJICTBEHHHKOB TIEPBOU CTETICHH TAKXKE MOXKET OBITh MH(POPMATUBHBIM.



e Kak Tonpko MUKpOremMaTypus npeaBapUTeIbHO JOKATU3YETCs B KIIyOOUKax, BO3MOXKHbBIE
ATHOJIOTUH BKIIIOYAIOT B CEOS Psii XPOHUYECKUX TIIOMEPYJIOTaTHH.

Cunapom Anbrnopra, mpexe Bcero, mudpepeHupyoT ¢ reMaTypudeckon hopmoit
riomepynoHedpura. B mocneanee Bpemsi HabIIOJAIOTCS CIIy4ad COYETaHUSI CHHIPOMA
Anpniopta ¢ IMMYHHOU TJIOMepyJIonaTuei, 4to 0osiee XapaKTepHO AJis O0JIE3HU TOHKHUX
OazanbHbIX MeMOpaH. bose3Hu ToHKUX 0a3anbHBIX MEMOpaH CBOMCTBEHHO ayTOCOMHO-
JOMHHAHTHOE Hacjel0BaHuE. DIIEKTPOHHAS MUKPOCKOIIHS TOYEYHBIX OUONTATOB BBISIBIISIET
paBHOMEPHOE MCTOHYEHHE 0a3aIbHBIX MEMOpaH KIIyOOUYKOBBIX KallUJUISIPOB.

CHoKHOCTH MOTYT BOSHUKHYTH IpH U HepeHITMpOBAaHUN CHHIPOMa AJIBIIOPTA C
HedponaTuel, CBsI3aHHOW C TUITOTUIACTUYECKON Auciiiazueit moyek. OHaKko mpu
MPOTPECCUPYIOIIEM TCUCHUU HePpomaThu, CBI3aHHOMN C TUTIOIIACTHYECKOH TUCITIa3uei moYek,
Kak MMPaBUJI0, XPOHUYECKAS TOYEUHAS HEJOCTATOYHOCTh PA3BUBAETCS PaHbIIE, a IPU
He(POOUOIICHH OTIPEACIISIOTCS BEIPAKEHHBIC IPU3HAKU CTPYKTYPHOTO TN3IMOpHOTECHE3a,
CBOMCTBEHHBIE 3TOM MATOJIOTHH.

Hepenko Bo3HHKaeT HEOOXOAMMOCTh ITpoBeaeHUS MU PepeHInalIbHOTO AUarHo3a CUHIpOMa
Anpniopta ¢ qucMetadonnyeckoil HedponaTuel, MpoTeKaroIIeH ¢ OKCallaTHO-KaJIbIIUEeBON
KPUCTAITYpHUEH Ha CTaJIMU BBIPAXKEHHOTO UHTEPCTULIMATIBHOTO HE(PHUTA, ONIPEAETIIEMOTO
KIIMHUYECKH U Tipu HepoOuoncuu. [Ipu 371eKTpOHHOM MUKPOCKOIIMY TUITMYHBIE TPU3HAKH
cUHApOMa ANBIIOPTA OTCYTCTBYIOT. OOs3aTeNIbHO MPOBEICHNUE MEAUKO-TEHETHYECKOTO
KOHCYJIbTUPOBAHMS B CEMbE C CUHAPOMOM Aubrniopta. Eciin B ceMbe HECKOIBKO ACTEH, Mpudem
YacTh U3 HUX, KaK U MaTh, CTPAJAIOT CHHIPOMOM AJIBIIOPTA, y MPAKTHUYECKHU 3I0POBOTO peOCHKA
BO3MOYKHA MTPECUMIITOMATHYECKasl TUAarHOCTUKA 3a00JIeBaHUSI HA OCHOBAHUH MOJIEKYJISIPHO-
TE€HETUYECKOTO UCCIICOBAHUS U ONPECIICHHS YHACIEI0BAaHHON XPOMOCOMBI X.

bone3ns ToHKHX 06a3aMbHBIX MEMOpaH — FeHETHYECKH JeTePMUHUPOBAHHAS HEUMMYHHAS
TJIOMEPYJIONaTHs, 3aBUCSIIas OT MyTaluu reHoB koitareHa [V tuna COL4A4 / COL4A3,
MPOSIBIISIONIASICS TeMaTypuei, B OONBIINHCTBE CTydaeB HE NUMEIOIIast TEHACHIINH K
MIPOTPECCUPOBAHUIO, TOITOMY HEPEJIKO Ha3bIBaeMas «CeMEHHON 10OpOKaueCTBEHHON
reMaTypuen».

Ilamoeenes u oannvie Heppobuoncuu. B cBsI3u ¢ ITHOIOTHUECKOM CBSI3bI0 O0JIE3HU TOHKHUX
6azanpHbIX MeMOpaH ¢ myTanueit reHoB COL4A4 / COL4A3 natorenes 3a0oieBaHus OJIM30K
TOMY, 4TO HaOIroAaeTcs npu cuuapome Asnpnopra. OHaKO IpU3HAKU AU33MOpHOreHe3a
Oa3anbHBIX MEMOpPAH OTPaHUYMBAIOTCS UX UCTOHUYEeHHEM. Kak rmokasanu uccieioBaHus, B HOpMe
TOJIIIMHA 0a3aJbHBIX MEMOpaH KIIyOOUKOBBIX KaMJLIIPOB HAaXOAUTCs B npeaenax 321+56 uwm, T.
€. HIOKHSISI TPaHHIIAa HOPMBI COCTaBIIsIeT 256 HM. Y O0NBHBIX ¢ O0JIE3HBIO TOHKUX 0a3aIbHBIX
MeMOpaH OTMeYaeTcs BhIPaKEHHBIN TuCMOp(hU3M SpUTPOLIMTOB, IPEBHIIICHBI IOKA3aTeN!,
KOTOPBIE BBIABIISIOTCS IIPH HECEMEMHOM CIIOHTaHHOM reMarypuu. s mpoXoxKIeHHs
JTUCMOP(HBIX SPUTPOLIUTOB Yepe3 TOHKYIO 0a3zaibHyI0 MEMOpaHy JJOCTaTOYHA BEIMYHHA TIOP B
npezaenax 2,25 HM, npudeM 1e(GOMUPOBAHHBIN SPUTPOLUT KaK Obl BBUHUHMBACTCS B Oa3aJIbHYIO
MeMOpaHy.

Knunuyecras xapakmepucmuxa. OCHOBHBIM KITMHUYECKHUM MPOSBICHUEM O0JI€3HU TOHKUX
0a3anbHBIX MEMOpaH SBIISIETCA TeMaTypusi, KoTopas HabJIF01aeTCsl MMOKU3HEHHO; IPU ATOM, KaK
MIPaBHUJIO, HE OTMEYAETCs CHIKEHUS nmodyeuHblx ¢yHkiui. [IpaBna, tuHamuueckoe HaOIIOAeHHE
3a ManueHTaMM ¢ pacCMaTpUBaeMbIM 3a00JIeBaHUEM TI0KA3aj0, YTO B HEKOTOPBIX CIIydasX, yKe Yy
B3pOCJIbIX, OTMEYAETCs Pa3BUTHE MOUYEYHON HEIOCTATOYHOCTH. DTO 3aCTaBIsIET OTHOCUTHCSA C
HACTOPOXKEHHOCTBIO K OIPENIEICHUIO «00pOKauyecTBEHHAs ceMeliHas reMatypus». bonesHb



TOHKHX 0a3aJbHbIX MEMOpaH MOXKET OBITh MpeapacnoaralonuM (akTopoM K pa3BUTHIO
UMMYHHOU HedponaTtur. IMOPHOHATBHO U3MEHEHHBIE 0a3anbHble MeMOpaHbl ObLITM OCHOBOM
JUIS Pa3BUTHA TIIoMepyioHeppuTa, ocodenHo IgA-nedponaTun, 4ro moxkazaHo Ha OCHOBAaHUH
ananu3a 487 duorncuii.

Panee cuuTanoce, uto 1oOpoKauecTBEHHAs! CeMeHasi reMaTypusi, Uiu 00JIe3Hb TOHKUX
0a3aNbHBIX — FEHETUYECKU AETEPMUHHUPOBAHHOE ayTOCOMHO-IOMUHAHTHOE
Henporpeccupyloliee 3aboneBaHne, KIMHUYECKH MPOSIBIIAIONIECECS MUKPOTreMaTypHei.
HccnenoBanus mocieIHUX JET MOKa3alu, 4To okoso 40 % manueHToB ¢ 00JIe3HbIO TOHKUX
0a3anbHBIX MEMOpaH SBISIOTCS FE€TEPO3UTOTHBIMU HOCUTEISIMU ayTOCOMHO-PEIIECCUBHOTO
BapHaHTa CUHApPOMa AJIBIIOPTA.

TpynHOCTH TMAarHOCTUKU CHHIpOMa AJBIIOPTa M 00JIe3HH TOHKUX 0a3aibHBIX MEMOpaH B
3HAQYUTEJILHON CTEIIEHU MTO3BOJISAIOT IIPEOJ0JIETh COBPEMEHHBIE METO/IbI TEHETUYECKOTO
TECTUPOBAHUS.

Jleduenue. Korga cTouT BOIpoc 0 TepaneBTHUECKON TAKTHKE M0 OTHOIICHUIO K O0JIBHOMY ¢
00J1e3HbI0 TOHKUX 0a3ajbHBIX MEMOPaH U W30JMPOBAHHON reMaTypueH, 1enecooopazHo
uccienoBanue (PyHKIMOHAIBHOTO COCTOSIHUS MOYeK. [I0KHO IPOBOAUTHCS JI€UCHUE
WHTEPKYPPEHTHBIX 3a0oneBanuiil. [loBTOpHBIE BUpYCHBIE U OaKTepHalbHbIe HH(EKIIMU MOTYT
MIPUBECTU K PA3BUTHIO UMMYHHOU He(ponaTuu npu 001e3HN TOHKUX 0a3allbHbIX MEMOpaH, u4To
TpeOyeT Ha3HaueHUsI UMMYHOCYIIPECCUBHOW TEPANUU HACIIOUBIIETOCS IIIOMepyIoHedpHuTa.
Hawmu npu couetanuu 00J1e3HU TOHKUX 0a3albHBIX MEMOpaH C TIIOMEPYIOHEPPUTOM TIPU
TEHCHIIUU K IPOTPECCUPOBAHUIO 3a00I€BaHUS TSI KOPPEKIIUH CKIEPOTUYECKUX U3MEHEHUN B
noukax HazHavaercs u-Alld. [Ipu sToM 0TMEUaeTCss yMEHBIIEHUE UM NCUE3HOBEHUE
POTEUHYPHUH, apTepUaIbHON THIIEPTEH3UH, HO TeMaTypusi coxpansercs. [Ipornos. I[Ipornos
0OBIYHO OJaronpUsATHBIN, HEAAPOM CYIIECTBYET TEPMUH «JOOpPOKaueCTBEHHAs ceMelHast
remarypusi». OHaKo JUcIaHcepHOe HaOII0IeHue HE0OX0IMMO, TaK KakK, BO-IIEPBHIX, B
HEKOTOPBIX CITydasix MoJ MacKoi 00JI€3HN TOHKHX 0a3alIbHbIX MEMOpaH CKpBIBAETCS CHHAPOMA
AnbriopTa, BO-BTOPBIX, BO3MOKHO HACIOCHHUE TIIOMepyJioHeppuTa, Tpedyromero
MMMYHOCYTIPECCUBHOTO JIEYEHHUS, U, B-TPEThUX, CYLIECTBYIOT JaHHBIE O BO3MOXHOM
MPOTPECCUPOBAHKNH O0JIE3HU TOHKUX Oa3aabHBIX MEMOpPaH BIUIOTH /10 Pa3BUTHS MOYSUHON
HEJ0CTAaTOYHOCTHU Y B3POCIIBIX JTOACH.

7. JleueHue.

Knunuueckue pekoMeHIaluy MOOLIPSIIOT paHHEE BhISIBICHHE MUKPOAIbOYMUHYPUH U
MPOTEUHYPHUU TIOCPEACTBOM PETYJIIPHOTO HAOIIOACHHS U PAaHHETO BMEIIATEIbCTRA,
HAIIPaBJICHHOI'O HA IOJIABJICHUE IPOTEUHYPUH C UCIIOJIb30BAHUEM AHTAarOHUCTOB
AHTMOTEH3MHA.

JleyeHne nposIBICHUH Y JIMI] C CUHAPOMOM AJbIopTa



IIposiBienne /

N Jleyenue KomMmenTapuii
BbecnokoiicTBO
MHruOuTOp aHrHOTEH3WHIIPEBPAIIAOIIETO
(dhepMeHTa 1K OJIOKATOp PELCITOPOB PanHee neenHe 3a/1epxuBacT
P PP P Hactyiuienue TXIIH.

aHTUOTEH3MHA

CrannapTHOE JeUeHHE apTepruaIbHOM

IToyeunan
TUTIICPTEH3UU
00J1€3Hb

Oco0Osie co0OpakeHNsT IPUMEHUMBI K
0TOOpY HOTEHIHAIBHBIX JKHUBBIX
POICTBEHHBIX JIOHOPOB TTOYCK IS
oraenbubIX aur; XLAS

Tpancmnnanranus nouku anst TXITH

CryxoBbI€ anmapatsl 10 Mepe

epuumT cayxa
Aed y HEOOXOINMOCTH

Hapymenne
VY naneHue KaTapakThl
3peHust
. CuMnToMaTn4eckre 1eHOMUOMBI MOTYT
JAuddy3ubiii
. noTpedoBaTh XUPYPrUIECKOro
JIelloMHOMAaTO3

BMCHIATCIILCTBA.

Pexomenganmu mo Jie4eHHIO

PerpocniexktuBHbIe nanHbIe Pernctpa yOoeauTenbHO CBUACTENBCTBYIOT O TOM, YTO Y MAIIUEHTOB, Y
KOTOpBIX Tepanusi uHruoutopamu AII® uHUIIMIpPOBANIACH Cpa3y MOCIE Pa3BUTHS MPOTCHHYPUU
CKOPOCTh KITYOOUYKOBOM (PMIBTPAIIMH XOPOIIO COXpaHsyiack. Ha OCHOBaHWM 3THX HAOMIOACHUH,
a TaK)Ke Ha OCHOBAaHUU OOIIET0 KOHCEHCYCca O TOM, YTO MO/IaBJIEHUE BHYTPUTIIA3HOTO 1aBICHUS
Y TIPOTEUHYPHUH SBJISETCS BaKHBIM KOMIIOHEHTOM BEJCHUS XPOHUYECKUX TIIOMEPYIISIPHBIX
3a00JIeBaHUN, PEKOMEHYETCS JICUSHHE MPOTEUHYPUH KaK MAIlMeHTOB MpenapaTramu,
YMEHBIIAIOMUMH MPOTeHUHYpHI0. [IpoTenHypus y AeTei onpeaenseTcs Kak OTHOIICHHE 0eka K
KpeaTHHUHY MOYH, IIOCTOSTHHO TpeBbIatomniee 0,2 Mr/Mr y aereit crapiie 2 JieT, y JeTei
myasre 2 et 6ombite 0,5 MI/MT WITH SKCKpelus 6eka ¢ Mouoii, mpesbimaromas 4 mr /M2
CBOEBPEMEHHOM cOope.

/4 ipu

Koprukansnas uatepctuninanbias oobemuas 10is (VvI/C) sBisieTcss mepoit
UHTepCTULIMAIBHOTO (hubpo3a u arpodun kaHanbieB. CyliecTByeT CHIIbHas oOpaTHas
koppesus mexay VvI/C u kmupeHcoM KpeaTnHrHa Y MaabuiukoB ¢ AC. YV 3TUX MaJIbYHKOB
VvI/C 00bI1YHO HAXOAUTCS B MpeesiaX HOPMBI B TEUCHHE TIEPBOTO JECSATUIICTUS )KU3HU, KOT/1a
KIIMPEHC KpeaTUHUHA TaK)Ke HOPMaJIeH, HO YacTO HAUWHAET YBEIUUYUBATHCS B TOJAPOCTKOBOM



BO3pacTe OJHOBPEMEHHO CO CHM)KCHHEM KIIMPEHCa KpeaTUHUHA. MBI Ipearnonaraem,

yro COL4AS myTanuu, cBsSi3aHHBIE C OTHOCUTEIBHO OBICTPBIM MporpeccupoBanuem XI1H, takue
KaK JieJIe[[M1, HOHCEHC U CIUIalCHHI MyTalluK, IPUBOJAT K OoJsiee paHHEMY Havally u Ooiiee
arpecCMBHOMY Pa3BUTHUIO HHTEPCTUIMATBEHOTO (uOpo3a u arpoduu KaHaimbleB. B cBere aTux
HaOJII01eHUI peKOMEHIyeTCsl, YTO0bI y ManbuuKoB ¢ AC, MMEIOLINX MyTalluy JAeJICHH,
HOHCEHC WM CIUIaliicMHra Uiy umeromux cemeiinbiii anamue3 XIIH 1o 30 net, MOHUTOpUHT
9KCKpeluy OeKa ¢ MOYOH JOKEeH HAYMHATBHCS B pAHHUE CPOKH JKU3HH U 4TO CIETyeT
IIPUJIEP’KUBATHCS arPECCUBHOTO MOAX0a K MHULIMALIMY U 3CKAJIAl[UH [10JaBJICHUs IPOTEUHYPUHI
TEPAIHH.

I/ICXOI[H N3 3TUX NPUHIOUIIOB, CYIICCTBYIOT pCKOMCH AN, HAITPABJICHHBIC HA NIPCAOTBPALICHUC
MOBPECKACHHUA SIMUTCIIMOLMUTOB KAaHAJIBICB IMOYCK U ITOJaBJICHUC (1)I/I6pOFCHHBIX IMpouecCCOB B
MMOYCYHOM MHTCPCTUIINH.

1.MOHUTOPUHT MUKPOATLOYMUHYPUU U IPOTEUHYPUH CIIEyeT HAUMHATH C Bo3pacTta 1 roga
y JleTell TpYIIbI pUcKa, JIN00 cpa3y e MOoCje YCTAaHOBIEHUS AMarHo3a CuHapoma AJbIopra,
U TIOBTOPSITh HE PEKEe OJTHOTO pasa B TOJI.

2. Ctpanaroniye JIuiia ¢ IBHOM MPOTEenHypuel (COOTHOIIeHNE OelTka U KpeaTUHHHA B MOYe
MOCTOSIHHO TipeBbImaeTt 0,2 Mr/Mr y netei crapiie 2 Jiet, y aereit miaame 2 aet 6omnpme 0,5
MI/MT, WITH 3KCKpeILHs OeKa ¢ MO4oii IpeBhIaeT 4 Mr/™? /4 Ipu cBOEBpeMEHHOM cOope)
JIOJDKHBI TTOTyYaTh JICUCHHE.

3. Jleuenune MOMMKHO OBITH PACCMOTPEHO Y MAJTbUUKOB C MUKPOAThOYMHHYPHUEH, Y KOTOPBIX
puck passutus XIIH k 30-1eTHeMy BO3pacTy BBICOK, HAIIpUMeEp Y AETEH ¢ JelIenusIMu
COLA4AS, myTanusiMyu HOHCEHC WIH CIUTaliCUHTa, WU Y poACTBeHHUKOB-MY»4uH ¢ TXIIH B
anamuese 10 30 ner.

Lenv

OnrtumanbHas 1Ielb JUTsl CHIDKSHHST YPOBHs Oelka B MOoYe HeorpeaelieHHa. B nureparype
OTHCaHbI PEKOMEHAAIIMY OCHOBAHHBIE Ha TPOU3BOJIBHOM 1IETH OeKa MOYH: COOTHOIICHHE
KpeaTuHuHa MeHee 0,5 Mr/mr, eciii UCXOHOe 3HaueHue Oosibiie 1,0 Mr / Mr, Uiu CHHKEHUE Ha
50%, ecnu ucxoanoe 3uadenue 6ompie 0,2, Ho meHsbIe 1,0. Korga Tepanus HauaTa y Juil ¢
MHUKPOATLOYMHUHYpPHUEH, MBI PEKOMEHTyEeM IIEJIEBO€ COOTHOIIIEHUE MUKPOATLOYMHUH: KPEaTHHUH
menee 50-100 mr / r kpeaTHHUHA.

[IpoTtenHypust MOXKET COXPAHATHCS HA YPOBHAX, IPEBBIIIAIINX ITH LEJIEBbIE IOKA3aTENH,
HECMOTPs Ha MAKCUMAJILHOE JO03UPOBAHKE IIPENAapaToOB IIEPBOU U BTOPOM JIMHUHU. B 311X
CIIy4asix Mbl pEKOMEH]IyEM IIPOJIOJIKATH TEPAIIUIO, C PETYIMPOBKON JIO3UPOBKH, KaK ITOKa3aHO
pocTOM M (pyHKIMEH moYeK.



[Ipenapatsl iepBOii TUHUU

NHrnbups! anrnoteH3uHnpeBpamaroniero ¢gepmenta (MAIID) B kauecTBe Tepanuu nepBoit
JIMHUH BBIOPAHBI 110 HECKOJIBKUM MpHurHaM. Bo-niepBeix, nuruouposanue AIlD spnsercs
BBIOOPOM OOJIBIIMHCTBA HEDPOIOTOB ISl HAYAIIBHON UMMYHOJIOTHYECKOM Tepanuu
MPOTEUHYPUUECKON TIIoMepyisipHOi 6ose3nu. CienoBaTellbHO, MIPAKTUKYIOLINE BPayll UMEIOT
OOJIBIION OIBIT JO3UPOBAHUS ITUX MPENAPATOB U 3HAKOMBI C MX TOOOUYHBIMH

s dexramu. Uarnoutopsr AII® mmpoko A0CTyIHBI U OTHOCHTEIIBHO Hefoporu. B
uccienoBannu Evaluation Study of Congestive Heart Failure and Lungary Artery Cateterization
Efficiency (ESCAPE) trial 0110 moka3zaHo , uto HHruouposanue AIID pamunpuiom
ACCOLIMHMPOBAHO C OYEHb HU3KOM YaCTOTOM MOOOYHBIX SABIECHUHN Y JIETeH ¢ XPOHUUYECKOI
00J1e3HBI0 MTOYEK U, IO KpaliHel Mepe, TPAaH3UTOPHBIM CHUKEHUEM IPOTEUHYPUH.

B tabnune Pamunpun npunst B kauectBe pedepentHoro uuruouropa AIlD u npeasioxxeHsl
HKBHUBAJICHTHBIE 03Bl APYTUX UHTHOUTOPOB AIID

Ta6auna 1 Tepanust nepBoii JMHUN (MHTMOMTOP AHTMOTEH3UHIIPEBPALIAIOIEro (pepMeHTa)

U3: Clinical practice recommendations for the treatment of Alport syndrome: a statement of the
Alport Syndrome Research Collaborative

AreHT Jlo3a

Pamunpun Havanpnas no3a ot 1 1o 2 mr / ™2/ CyT; yBenuueHnue Ha 1 10 2 mr/ M2/ CyT Kaxple 3 Mecsia
10 noctkenns nenesoro CBK wiu no6ounoro sdgexra; MakcumanbHas g103a 6 mr/ 2/ cyr

DHananpuiI oT 2 10 4 mr / ™2/ cyt

Jusunonpun | ot 4 10 8 Mr/ ™/ cyT

benazenpun

Do3uHONPUIT

Ksunanpun

Cunasanpun | or 1 go 2 mr/ ™/ cyr

[TepuHOnpHN

Tpanmonanpun | 0,5-1 mr/ ™/ cyt

[TporuBonoka3anus: [1oBbITIICHHAS: YyBCTBUTEIBHOCTD K SHATAMPWITY WK APYTUM HHTHOUTOpAM
All®; aHTHOHEBPOTHUYECKUI OTEK B aHAMHE3€, CBSI3aHHBIN C MPEAbIIYIIIUM TPUMEHEHUEM
uHrHOuTOpOB AIID, a TakKe HACIeICTBEHHBIN UM UIUOMATUYECKUN aHTHOHEBPOTHYECKHIA
OTEK; OJHOBPEMEHHOE IPUMEHEHHNE C ATMCKUPEHOM WK anuckupeHcoaepxkammumu JIC y



AreHT

Jlozaptan

MAlMEeHTOB C caXapHbIM AuadbeToM n/miu HapymeHueM Gynkiuu nodek (CK® <60 mu/mun/1,73
M2) (cM. «B3aumoneiictBuey); Bo3zpact 1o 18 et (6e3omacHocTh M 3()(HEKTUBHOCTH MPUMEHEHUS
HE U3y4YeHbl); 0EpEMEHHOCTb U EPUOJ TPYAHOI0 BCKAPMIIMBAHHUS; HACIEACTBEHHAS
HETMEePEeHOCUMOCTb JIAKTO3bI, JE(PHUIUT JIAKTa3bl, CHHIPOM TIIIOK030-TaTaKTO3HOM
MajbadCcopOIuu.

OrpaHuyeHus K IpUMEHEHUIO: [IByCTOPOHHUI CTEHO3 MOYEUHBIX apTEPHUl MIIM CTEHO3 apTepuu
€IMHCTBEHHOM IOYKHU; COCTOSIHUE I10CIJIE€ TPAHCIIJIAHTALIMM [T0UYKH; A0PTAJIbHBIA WIH
MUTpAJIbHBIA CTEHO3 (C HapyLIEHUEM I0Ka3aTeleld TeMOIMHAMUKH ); TUIIepTpodudecKas
oOctpykTuBHasa kKapauommnonartus; MBC; nepedpoBackynspHbie 3a00neBaHus (B T.4.
HEI0CTaTOYHOCTh MO3IOBOI'0 KPOBOOOpAIeH!s); ModyeyHas HepoctaTouHocTh (Cl kpeaTnHuHa
<80 Mu1/MUH); YTHETEHHE KOCTHOMO3IOBOTO KPOBETBOPEHUS; CHCTEMHBIE 3a00JICBaHHS
COEMHUTEJIbHOM TKaHU (B T.Y. CKJIEPOJIEPMUs, CHCTEMHAsl KpacHasi BOJYaHKa),
MMMYHOCYTIPECCUBHAs Tepamus, JIEYeHUE C IPUMEHEHUEM aJUIONyPHUHOJIAa WK TPOKauHAMUIA
WM KOMOMHAIKS yKa3aHHBIX OCTIOXKHSIOIUX (DAKTOPOB; IEYEHOUHAs! HEJJOCTATOYHOCTb;
CaxapHBIi JHa0eT; TUIePKAIMEMHs]; OJHOBPEMEHHOE MPUMEHEHUE KalTniicOeperaronmx
JIMYPETUKOB, IIPENapaToB Kajlus, Kaluiicoaep Kalux 3aMeHUTeNIel ITOBapEHHON COIM U
IIpernapaToB JUTHS; IpoBeeHue npoueaypsl apepesa JIITHII ¢ ncnonb3zoBanuem aexcrpana
CyJbdara; OTArOLICHHBIN aJlJIeproJIorn4ecKuii aHaMHe3 WIIM aHTHOHEBPOTHUYECKHUI OTEK B
aHaMHEe3e; COCTOsIHUS, conpoBokaatorecs: cHuxenuem OLIK (B T.4. mpu Tepanuu
JMYpETUKaMH, COOJIIOIEHUH TUEThI C OTPAaHUYEHUEM [TIOBAPEHHOM COJIH, IMalIn3e, Auapee Win
PBOTE); IPOBEICHUE IECEHCUOMIN3ALIMHU AJJIEPTEHOM U3 5/]1a IEPENOHYAaTOKPbUIbIX; Y
HAlMEHTOB, HAXOIAIIMXCS Ha IUAIN3€ ¢ IPUMEHEHUEM BBICOKOIIPOTOUYHBIX MEMOpaH (TaKuX Kak
AN 69®); mociie 00JIBIINX XUPYPTUUECKUX BMEIIATEILCTB UK TIPH MPOBEJICHUN 0011IeH
aHecTe3UH; Y NallMeHTOB HErPOUAHOM pachl; MOKUION Bo3pacT (>65 neT); nepBUYHBbII
aJIbJIOCTEPOHU3M.

Bropas JIunus

B kadecTBe anpTepHATUBHI T€PANUU BTOPOM JIMHUU MTPEIOKEHBI: OJIOKATOPbI PELIETITOPOB
anrunotensuHa |l (BPAIl) u anToronucts! anpaocrepona. [Ipunsat Jlozapran B kauecTBe
pedepencuoro BPAIIl, ocHOBBIBasich Ha OMyOJIMKOBAaHHOM OIBITE Y JIETEH ¢ XPOHUYECKOI
00JIE3HBIO MTOYEK.

Tadoauna 2 Tepanusi BTOPOii TUHUM (0JI0KATOP PeleNTOPOB AHTMOTEH3MHA)
Jlo3a

12,5 mMr/ ¥/ CyT; IBOMHAs J103a Kaxkple 3 Mecsta 10 aoctmwkenus neneBoro ChK wmm
He6maronpuaTHOro > dexra; MakcuManbHas 103a 50 mr / ™2/ cyT

Candesartan | 6,25 mr/ ™2/ cyr

Upbecaptan | 37,5 mr/™2/ cyT

Tenmucapran | 10 Mr / ™2/ cyt

Bancapran

18,75 mr / ™2/ cyT



AreHTt

Jlo3a

Snpecapran | 150 mr/“2/ cyr

ITpumenenune Beniectsa Jlo3zapran: AprepuanbHas FMIEPTEH3U; XPOHUYECKAs cepleyHas
HEI0CTaTOYHOCTH (B COCTaBe KOMOMHHUPOBAHHOM Teparuu, MPH HENEPEHOCUMOCTH HUITH
Hea(dexTuBHOCTH Tepanuu uHruouropamu AIl®); cHIKEeHUE prcKa pa3BUTHUS UHCYIIbTA Y
NAIMEeHTOB C apTePUAIBHON TMIIEPTEH3UEH U THIepTpoduei IEBOro Kely10uKa; 3aIIuTa
(YHKIMU MOYEK y MALUEHTOB C CaXapHbIM J1a0eTOM THIA 2 ¢ IPOTEUHYPUEH C LIENbIO
CHIKEHUS ITPOTEUHYPHUH, YMEHBIICHHS IIPOIPECCUPOBAHUS ITOPAKEHUS MIOYEK, CHUKEHUS PUCKA
pa3BUTHSI TEPMUHAIIBHON CTa UK (IPeAOTBpaLeHUe HEOOXOIUMOCTH ITPOBEACHUS AUAIN3a,
BEPOATHOCTH YBEIMUEHUS YPOBHS KPEATHHHUHA B CBIBOPOTKE KPOBH).

HpOTI/IBOHOKaSaHI/IH: rI/IHep‘IYBCTBI/ITeHBHOCTB, 6epCMeHHOCTL, KOPMJICHUEC I'PYABbHO.

Orpanunyenus k npumeHeHuto: Jlerckuii Bozpact (6e30macHOCTh 1 () (PEeKTUBHOCTH TPUMEHEHUS
y IETE€H HE ONPEICIICHBI).

Cy1iecTByeT OrpaHUYeHHOE YHUCIIO OMYOIMKOBAHHBIX COOOIIEHNH, KaCalOUINXCsl IPUMEHEHUS
KOMOMHUpOBaHHOH Tepanuu ¢ uHruouropom AIID u Opa y nereit ¢ XpOHUUECKUMHU
IPOTEUHYPUUECKUMHU 3a00sieBaHUAMH 1Touek. Y 10 gereil ¢ XpoHUYECKOM OOJIE3HBIO MTOYEK U
CTOMKOM MpoTenHypueil, HeCMOTpsl Ha MaKCUMallbHbIe 1036l nHrHOuTOpa AIld, HabGmonanoch
CTOMKOE CHU)KEHUE ITPOTEUHYPUH 110CIIE 100aBICHHUs J103apTaHa, 03 CyIleCTBEHHbIX U3MEHEHUI
apTepUaNbHOTO JIABJIECHUS I CKOPOCTH KIIyOoukoBO# ¢uibTpanuu. B npyrom Hebonbom
UCCJIETOBAaHUM JIECSATH JIETEN C XpPOHUYECKOW OOJIE3HBIO MTOYEK U TPOTEUHYPHUEH, B KOTOPOM
UCTIOJIb30BaJICA EPEKPECTHBIN AU3aiiH, KOMOMHUpOBaHHAas Tepamnus ¢ uHruoutopom AIID u 6pa
CHU>KaJIa MPOTEMHYPUIO B 3HAUUTEIBHO OOJIbIIEH CTENEHH, YEM TOJIBKO OJIMH U3 ATHX areHTOB.

B nebounbmioi rpynne nanueHToB ¢ AC komOuHMpoBaHHas Tepanus uHruouropom AIID u
CIIUPOHOJIAKTOHOM I0/IaBJIsIa IPOTEUHYPUIO B OOJIbIIEH CTENEHH, YeM KOMOUHAITHS
unruouropa AII® c 6pa. ['unepkanueMus He BCTpevanach B 3TOM HEOOIbILION TpyIie
MTallHECHTOB.

CrnupoHOIAKTOH | 25 MT eXeTHEBHO Ji7Ist JTUI] B Bo3pacte 10-20 jeT; paccMOTpeTh 607ee HU3KYIO CTapTOBYIO

no3y y aereit muaaume 10 ner

OCJIOXHEHUA TEPAIINU. Jleuenne npoBOAST NOA PETYISIPHBIM KOHTPOJIEM YPOBHS KaJlusl.
[ToBblmeHue ero ypoBHs MOKeT OBITh cBsi3aHO C aeiictBueM HAIID unu BPA u Tpebyer
CHW)KEHHMs 103blI IIpenapaTa Ha 50%, a npu NepCUCTEHIUY THIIEPKAINEMUH — ITOJIHON OTMEHBI
tepanui. [Tpu TIIH HaunHaroT 1eUeHne reMoinaan3oM WM BBITOIHSIOT TPAaHCIIAHTALUIO
nouku. [IpumepHo y 5% G0IbHBIX, IEPEHECIINX TPAHCIUIAHTALIMIO TOYKH, pa3BUBACTCS HEQPUT,
00yCJIOBIICHHBIM aHTUTENaMU K 6a3aabHON MeMOpaHe KiIyOOUKOB, IITaBHBIM 00pa30M Y JIMIL
MYCKOT0 Tojia ¢ X-CUEIUIEHHBIM CUHApPOMOM, Y KoTopbiX TITH pa3BuBaetcs 1o 30-neTHero
BO3pacra.



8. lucmancepuzamms

Pexomenayemoe HaOm01eHUE IS JIMI] C CHHAPOMOM AJbIIOpTa

Cucrema

IToukn

Cayx

3penue

Cepaue

Onenka

Perynsaproe HaOmonenne Hedposora s
OLICHKY aHAJIN3a MOYH, OIICHKH (QYHKIIUU
MOYEK W ONPE/ICIICHHS apTEPUATLHOTO
JIABIICHHUSI

JIst penunueHToB TpaHCIUIaHTAaTa U3
TPYIIIBI PUCKA: MOHUTOPHHT PAa3BUTHS
aHTHU-TIIOMEPYISIPHOTO 0a3aIbHOTO
MEMOpaHHOTO aHTHUTEJIO-
OIOCPEI0BAHHOTO TIIOMEPYJIOHE(pHUTA.

Aynauonorudeckasi OeHKa Ha9YMHast C
BO3pacTta 6-7 neT

HaOmronenne i BEISIBICHUS
MaKyJIONaTHii, TIEPEAHEro JCHTUKOHYCA,
Pa3MbIBOB POT'OBHIIbI, KATAPAKT.

OneHka cepALa Ha IpeAMeT JUIaTaluu
aoptsl (s Mmy>xunH ¢ XLAS) B pamkax
MOJTrOTOBKU TPaHCIUIAHTATa

Yacrorta

o ExeromHo, ecau B MO4Ye
MHUKPOATbLOyMHH-KPEATHHUHHOE
otHomieHue <30 Mr / T uim 0eJIoK
MOYHU-KPEATUHUHOBOE OTHOLIICHHUE
<0.2 mg/mg

o Kaxnapie 6 Mecs11eB, eciu
MUKpPOAJILOYMHUH MOYH-
koadumeHT kpeatnauHa >30 mg
/ g UM IPOTEHH MOYH-
kod(uimenT kpeatuauHa > > 0.2

mg/mg

Exxemecsuno nepBbie 12 MecseB nocie
TpaHCIUIaHTallun

Kaxneie 1-2 roga

Hauunas ¢ noapocTkoBoro Bo3pacra y
MYKYHH C YCEUEHHBIM TTaTOT€HHBIM
BapranToM COL4AS5 u y ocobeit ¢ ARAS;
MOBTOPAIOT Kaxkaple 1-2 roxa.

WnTtepBan HaOMOACHUS 3a HXOKapAHOrpaMMOn
ompeeNeTcs o Pe3yJIbTaTaM HCCIIeIOBAHUS
Y HaIPaBJISIeTCsl KapAHOJIOTOM


https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/pathogenic-variant/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/pathogenic-variant/
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