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Pesrome

Iess. VIzyueHne 4acTOTHl M KAMHHYECKHUX NPOoABACHHI 60Ae3HN Pabpu, AMATHOCTHPOBAHHOU IPHU
CKPHHHHIE€ IIAITIEHTOB, IIOAYYAIOIMIUX ACYEHHNE IPOrPAMMHBIM F€MOAUAAN3OM.

Mamepuanr u memodot. Ckpununr 6osesan Pabpu B POCCHICKAX AMAAUZHBIX OTACACHUAX IIPOBOAMAN
ITyTEM OIPEAEACHIUA AKTUBHOCTH U-T'AAAKTO3UAA3BI A METOAOM TAHAEMHOI MACC-CIIEKTPOMETPHUU B BBICY-
INIEHHBIX KAIIAAX KPOBH. AMArHO3 IIOATBEPKAAAY C IIOMOIIBIO MOAEKYAAPHO-TEHETHYECKOI'0 HCCAEAOBAHMA.

Pesysvmamor. B pazanunbix permonax Poccmiickoiit @eaepanuy B AMAAM3HBIX OTA€ACHUAX OBIAHM 00-
cAeAOBaHBI 5572 B3pOCABIX manmeHTa, B ToM uncae 3551 myxxunna u 2021 >xenmuna. boaesap ®@abpu
6b1aa AmaraocTuposana y 20 (0,36%) AnasnsHbIX manueHToB, B TOM 4ucAe y 19 my>kuns u 1 skeHIIMHBI
B Bo3pacre or 28 A0 58 aer (Meamana — 43 roaa). Y 1OAABAAIOLIETO OOABIIMHCTBA MAIMEHTOB II0YEYHAAL
3aMeCTUTEAbHAA Tepanusa ObIAa HazHaueHa B Bozpacte ot 20 A0 49 aet. Y 6 (30,0%) 60ApHBIX 3260A€BaHHE
ITo4YeK ObIAO AMATHOCTHPOBAHO HA CTAAUU TEPMUHAABHOM XPOHUYECKOM II0YEUHOH HEAOCTATOUHOCTH, B TO
BpeM:A KaK Y OCTAABHBIX IAIIMEHTOB ACUEHUE T€MOANAAN30M OBbIAO HauaTo yepe3 3-13 aer mocae moasae-
HuA nporeuHypun (Meanana 4 roaa). Y 16 (80,0%) u3 20 narmenToB HMeAncs ''kaaccuueckue'' CHMITTOMBI
Goaezru Pabpu, B TOM UnCAe HeliporaTiuueckas 60Ab y 16, aHrHokepaToMsl y 7 ¥ THIIOTHAPO3 / aHTHAPO3
y 16. Y Bcex 20 G0ABHBIX IIPH 9XOKapAHOIPaHH OIIPEACAAAACH THIIEPTPOPUA MUOKAPA], a 8 (40,0%) ma-
IIIEHTOB IEPEHECAN UIIEMUYECKUH NHCYABT. OAMH U3 HUX yMEp OT IIOBTOPHOI'O HHCYABTA.

3axaruenue. Pe3yAbTaThl CKPHHIHIA IIPOAEMOHCTPHPOBAAN HU3KYI0 OCBEAOMAEHHOCTH HE(PPOAOTOB
0 6oae3nu Pabpu, KOTOPadA YACTO OCTAETCA HEAUATHOCTUPOBAHHOM A2)Ke IIPU HAAMYHMH TUIINYIHBIX IIPO-
ABACHHM 3200A€BaAHUA.

Abstract

Aim. To evaluate the prevalence and clinical features of Fabry disease identified during screening of
dialysis patients in Russia.

Material and methods. Screening for Fabry disease was performed by measuring the activity of
x-galactosidase A enzyme in dried blood spots or plasma by tandem mass-spectrometry in patients treated
with hemodialysis. Diagnosis in all patients was confirmed by genetic test.

Results. 5572 dialysis patients (3351 males and 2021 females) wete screened in the different regions of the
Russian Federation. Fabry disease was diagnosed in 20 (0.36%) patients, including 19 males and 1 female
aged from 28 to 58 years (median age 42 years). In 6 patients (30.0%) the duration of chronic kidney disease
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prior to initiation of renal replacement therapy was unknown, while the remaining patients started dialysis
within 3 to 13 years (median of 4 years) after proteinuria was detected. In the majority of patients, renal
replacement therapy was initiated at the age of 20 to 49 years. Sixteen of 20 patients (80.0%) presented

with classic symptoms of Fabry disease from childhood (neuropathic pain in 16, angiokeratoma in 7 and
hypohidrosis/anhidrosis in 16). All patients had left ventricular hypertrophy on echocardiography, and 8

(40.0%) patients presented with a history of stroke (one of them died from a recurrent stroke).
Conclusion. The majority of dialysis patients with Fabry disease detected by screening had eatly
symptoms from childhood. A higher awareness of the Fabry disease among nephrologists is essential for

timely diagnosis.

Key words: Fabry disease, screening, hemodialysis, kidney transplantation

boaesup ®abpu — 310 peAKkOe HACAEACTBEHHOE 3a-
OoAeBaHEe, CLHEIACHHOE ¢ X-XPOMOCOMOH, KOTOpOE
XapaKTEPU3YETCA CHIKEHIEM AKTUBHOCTU AU30COMAAD-
HOTo (hePMEHTA X-TAAAKTO3UAA3BI A M HAKOITACHHE TAH-
KO0(pOCHOAUIIHAOB B PA3AUYHEIX OPraHAX H TKAHAX [4].
OrAoxenne TAUKOC(OHHTOAUIIIAOB B KAYOOUKAX, Me-
3aHTHAABHBIX F HHTEPCTHIINAABHBIX KACTKAX TIOYCYHOM
TKAHU U IOAOIINTAX, 4 TAKKE B KAHAADBIIAX, SHAOTCAHH
U TAAAKOMBIITICYHBIX KACTKAX IIOYCIHBIX APTEPHOA BBI3bI-
BACT PA3BUTHE TAOMEPYAOCKAEPO3a U IIPOTPECCUPYIOLIIEE
yxyAmmenue yHKImn modek [3]. Y Aeteil # TOAPOCTKOB
¢ 6oAesnpro Pabpu pHU3HAKN MOPAKEHNA TOYEK OOBIY-
HO OTCYTCTBYIOT HAH OIPEACAACTCA TOABKO MUKPOAAb-
OymuHypHs, B TO Bpems Kak mocae 40 aet gacToTa xpo-
Hudgeckot Ooaesnn rodek (XbIT) 3-5 craauu y Myxaun
n KeHnwH ¢ 6boaesnpio Padpu Aocruraer 45% u 20%,
cootsercrBeHHO [13].

Tunmaneie cuMromsr 0oAesan Padpu BKAIOYAIOT
B CeOfl HEHPOIATUIECKYIO OOAB, AHTHOKEPATOMBI, CHH-
JKEHHUE/ OTCYTCTBUE IIOTOOTACACHIS, KEAYAOUHO-KHIIICY-
HbIe paccTpoiicTsa. OHI OOBIMHO HOABAAIOTCA B ACTCKOM
1 IIOAPOCTKOBOM BO3PACTE U IIPEAIIIECTBYIOT PA3BHTHIO
nedpomatun. Tem He MeHee, 3TO 3200AEBAHIE AOATOE
BpEMA OCTAETCA HEPACIIO3HAHHBIM BCAEGACTBHE HH3-
KO OCBEAOMACHHOCTH BPadeH O PEAKHX OOAe3HIAX [5].
[TosAHAs AMATHOCTHKA MOKET OBITH OOyCAOBACHA
U OTCYTCTBHEM KAACCHYCCKHX CHMIITOMOB y IAI[HCHTA
¢ "usoAupoBaHHBIM" ITOpaKEHIEM HOYeK. boAee mm-
poxkas amaraoctrka 6oaesnn Pabpu BO3MOKHA 1TyTEM
CKPHHUHTA, KOTOPHIH IIPOBOAUTCA B OIIPEACACHHBIX
rpymmax "pucka', B 9aCTHOCTH § AMAAM3HBIX ITALIHCH-
TOB MAM OOABHBIX C HEPPOIIATHEH HEACHOTO IIPOMCXOK-
AeHUA. AAfl CKPHHUHIA Y MYMKYIHH C IIPEATIOAATAEMBIM
Anarnosom 6oaesrn Padpu OIPEACAAIOT AKTUBHOCTD
®-TAAAKTO3UAA3BL A\ B BBICYIIICHHBIX IIATHAX KPOBH HAM
AelikornTax repudeprudecko Kposu. B cayuae ee cau-
KEHUA AHATHO3 TIOATBEP/KAAIOT IIyTEM MOAEKYAAPHOIO-
TEHETHYECKOTO UCCACAOBAHUA. Y JKEHIIHH C OOAC3HBIO
Dabpu aKTUBHOCTD A-rAAAKTO3UAA3BI A MOKET OKA3ATHCH
HOPMAABHOI, IIO9TOMY B TAKHX CAYYaAX AHATHO3 MOKET
OBITH YCTAHOBACH TOABKO HAa OCHOBAHHI HAAMYHSA MyTa-
1 reHa GLA, KOAPYFOITIEro CHHTE3 o-raAaKTO3MAA3BL.

LleAbio rccAeAOBaHMA OBIA AHAAH3 PACIIPOCTPAHCH-
HOCTH U KAHHHYECKHX IIpOABACHUI Goaesan Pabpu
y IAIIMEHTOB, HOAYYAIONIHX ITOYCIHYIO 3AMECTHTEAD-
HYIO TEPAIIHIO, HA OCHOBAHUHU CKPHHUHIA, KOTOPBIH

HpOBOAI/ITCH B pOCCHI?ICKHX AHNAAU3HBIX OTACACHHAX

c 2014 roaa.
Marepuaa 1 METOABI

Cxpunmar 6oresnn Padpu IPOBOAHACH HYTEM
OIIPEACACHHUSA AKTUBHOCTH X-TAAAKTO3HAA3BI A METOAOM
TAHAEGMHOH MaCC-CHEKTPOMETPUHN C HOHM3AINEH pac-
IIBIACHFIEM B BBICYIIICHHBIX KAITAfIX KpoBH. PecpepencHoe
3HAYEHME COCTaBAAAO >1,89 MkMOAB/ AnTp/ 4. Anarnos
HOATBEPKAAAI C ITOMOIIIBIO MOACKYAAPHO-TEHETHIECKO-
ro mccAeAOBaHUA. AAA IIPOBEACHHUA CEKBEHHPOBAHUA
o Conrepy Bea ncxopnasa reaomuas AHK moasepra-
Aack amAndukarmu Ha obopyaosannn ProFlex™ PCR
System (Thermo Fisher Scientific, CIITA). TTpoaykTsr
aMITANDHUKAIINE CEKBEHUPOBAAH ITPH ITOMOIIN Habopa
peakruBos BigDye® Terminator v3.1 Cycle Sequencing
Kit mpoussoacrsa kommaumnu Thermo Fisher Scientific
(CIIIA) B cOOTBETCTBHHM C IIPOTOKOAAMHI M PEKOMEHAA-
nuAMH IpoussoAnTeAs Ha obopysosarnu ABI 3500XL
(Thermo Fisher Scientific, CIIIA). V Bcex manmeHTOB
METOAOM IIPAMOTO ABYHAIIPABACHHOIO CEKBEHHPOBA-
HUA OBIAM MCCACAOBAHBI BCE KOAHPYIOIINE SK30HDI
(1-7) ¢ mpuAEraroImuMI HHTPOHHBIMU OOAACTAMY T€HA
GLA. VccaeaoBanue mpoBOAHAOCH B Aaboparopuu Ha-
I[HOHAABHOI'O HAYYHO-IIPAKTUYECKOTO IIEHTPA 3A0POBbA
Aereit Munsapasa PO.

[Toayaennbie AaHHBIE OOODIIIAAT € ITOMOIIIBIO OITH-
CATEABHOTO CTATUCTHYECKOTO aHaAH3a. AAA KOAHYeE-
CTBEHHBIX TIEPEMEHHBIX PACCIUTHIBAAN MCAHAHY M HH-
TEPKBAPTUABHBIN Pa3Max, AAfl KAYECTBEHHBIX — YACTOTY
u 95% aosepureannbiit naTepBas (AV). Meamansr ko-
AMYECTBEHHBIX IIOKA32TEACH CPABHHBAAH C IIOMOIIBIO
U-xpurepusa Manna-Vuran. AHaAN3 IPOBOAUAH C IIO-
Morpro mporpammer IBM SPSS Statistics 22.

Pesyabrartsl

B pasamunnix permonax Poccuiickoit Peaepariun
B AMAAU3HBIX OTAEAEHHUAX OBIAI ODCAEAOBAHBI 5572 1ma-
nuenra, B ToM arcae 3551 myxuanna u 2021 kenruna.
Myrarun reaa GLA Opran BoisBacusl v 21 manmenTa.
V 2 u3 Hux anaraos 6oaesuu Padpu Kak IPUYIHEL ITO-
pPaKEHUS TTOYEK OBIA OTBEPTHYT. Y OAHOIO MY/KUMHBI
OTCYTCTBOBAAU TUIIMYIHBIC KAHMHIYCCKUE IIPOABACHIS
3200A€BAHMA, 2 AKTUBHOCTD 0(-TAAAKTO3MAA3BL A 1 CO-
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Kannnko-aemorpadpudeckas xapaKTepUCTUKA MAIIMEHTOB ¢ 60Ae3HBI0 Pabpu

C.B. Moucees, J1.C. Hamasosa-baparoea, K.B. Casoctsstos, A.C. Moucees, B.B. Domun

Tabauya 1 cpean myxaus u 0,05%

(05 0,16) cpean xeHITTHH.

Heiiponarmaeckas CpeAH MYyXKIHH camMoH
NN | IToa | Bospacr* | Myranua |I'mmoruapos | AHrmoxepaTroMbl Goan BBICOKOII pacnpocrpaHeH-
1 M 28 c.818T>C + B + HOCTH 6OACSHI/I CDa6pI/I
2 | M 28 c161T>C + . + OBIAQ B BO3PACTHOM IPyIIIIe
3| M 31 c.644A>G - - - 40-49 AeT m caMOM HH3-
4 1 M 31 C-400"£>1é + + + KO B BO3PACTHBIX TPYIIIAX
5 M 31 c.786de + + + 18-29 50-59 1
6 | M 33 C.658C>T + ; + B . aer (puc. 1),
7| K 37 c.658C>T + - + peAr MyXYHUH B BO3-
8 | M 40 | c1025G>A + : + pacre 60 aer m craprue
9 | M 42 c.508G>T + - + cayuaes Ooaesnn Pabpu
10 M 42 C1197G>A + + + HeE 3ap€rI/ICTpI/IpOBaAI/I.
1M 43 c.679C>T + - + V 20 manueHTOB OBIAI
121 M 45 c612G>C * * * BBIABAEHBI 18 MyTarmii rema
13| M 45 c19G>T - - . yram
14| M 47 c161T>C + - + GLA. OAna u 2 xe myra-
15| M 49 c161T>C + + + nus (c.161T>C) onpeaeas-
16 | M 49 c.547G>A + + + AACh TOABKO y 3 TIAITNEHTOB,
%; ﬁ gg Cigg%:}: N ; N BKAIOYAs ABYX Oparbes.
C.
101 M 53 C203CST + i 4 Yarme Bcero BCTpedasuch
20 M 51 c.982G>C B B B MHUCCEHC MyTaHI/II/I (y 12,

Tpumenanue: * na momenm ckpununea. M — syscuurve, 2K — weruyurve

Aeprkanme raoborpuasuacduarosuna (lyso-GL3) B BbI-
CYLICHHBIX KAITAfX KPOBU OBIAU HOPMAABHBEIMU, B TO
BpeMA KaK Y OAHOM KEHITTMHEI IIPHYNHON XPOHHUYECKOM
OoAe3HH ITOUeK OBIAM ApyTHE 3a00AeBanms. [ laTorennas
myrTarus resa GLA Oblaa Takxke yCTAHOBACHA Y POAHOIO
Opara AmaansHoro manueHta. [Ipu moctymaeHnn B KAn-
HHKY Y HErO ObIAQ AHATHOCTHPOBAHA TEPMUHAABHAS CTa-
Al XDOHHYECKOI DOAC3HIU IIOYCK, U HAYATO ACUCHIE
IIPOTPAMMHBIM '€MOAMAAU3OM. Takum oOpasom, KAn-
HUYECKUE IPOABACHIA AHAAU3UPOBAAN Y 20 AHAAMBHBIX
HareHToB ¢ 0oAesupio Padpu, B Tom wrcae 19 myxansa
u 1 xeHmUHEL B Bo3pacTe oT 28 A0 58 AeT (MeAmaHa —
43 roaa) (Ta0A. 1). Y Bcex IMAI[HEHTOB, BKAIOYAS KEHIIIN-
HYy, Anaruos 6oaesuu Pabpu MOATBEPIKAAACH CHIKE-
HUEM aKTHBHOCTH 0-TAAAKTO3HAA3bL A M PE3YABTATAME
MOAEKYAAPHO-TEHETHYECKOTO AHAAH3A.

Yacrora 60aesan Pabpu, AMArHOCTHPOBAHHOI IIPH
CKPHHUHIE B AHAAHSHBEIX OTACACHHSAX, cocTaBuAa 0,36%

(95% AN 0,205 0,52), B Tom uamcae 0,53% (0,29; 0,78)

60,0%), B pesyapTare KO-
TOPBIX N3MCHCHHDBIN KOAOH
HAYHHACT KOAIPOBATD APY-
IVIO aMHHOKHCAOTY. HeCKOABKO peike OIpeAeAAHCH
moucenc-myranuu (y 5; 25,0%), npusoadmue K 1o-
ABACHUIO CTOII-KOAOHA U IIPEKAEBPEMEHHOI TepMU-
Hanuy cunTesa Oeaxa. [Iare myranunii He ObAM paHee
OIIHCAHBI ¥ ImanueHToB ¢ 0oAesHbro Padpu (c.166T>A,
c.508G>T, c¢.818T>C, c.109G>T, ¢.786delG). Bee oxu
OBIAM ITATOTEHHBIMH ITO AAHHBIM KOMIIBFOTEPHOTO aHA-
Amza (Alamut® Visual).

Ha momeHT cKpHHHMHIA AAUTEABHOCTD ACUECHHUSA Ie-
MOAHMAAM30M Y IAIMEHTOB ¢ OboAe3Hpr0 Pabpu cocras-
adaa ot 0 a0 13 aer (Mmeanmana — 4 roaa). ¥V 13 (65,0%)
ITAIICHTOB AAUTCABHOCTD ACYCHHS FCMOARAAH3OM CO-
craBAsAa 3 roaa u boaee (puc. 2). Tpem marpenTam Obraa
BBIITOAHEHA TPAHCIIAAHTAIINA IIOYKH.

[epBble IPU3HAKN TOPAKEHUS IIOYEK OBIAU BBISBAC-
HBEL B Bospacte oT 15 A0 57 aer (Meamana — 33,5 roaa).
V 6 (30,0%) u3 20 OoAbHEIX 3200ACBAHIE ITOYCK OBIAO
AHArHOCTHPOBAHO HA CTAAHH TEPMHHAABHON XPOHU-
YECKOH IOYEYHON HEAOCTATOYHOCTH, B TO BPEMS KaK

2 -
1,33
N
) 0,99
o 11
o
5
0,44 0,43
0,00
0
18-29 30-39 40-49 50-59 >60

Bo3pacTHble rpynmnbl My>X4uH, net

30,0
30
o 251
o
E 20,0 20,0
g 20
E) 15,0 15,0
c 154
-
I
& 10
o
o
C 5
0
0-1 2-3 4-5 6-7 8 n bonee
JAnurenbHoCTb AUanusa, net

Puc. 1. Yacrora 6oae3an @abpu B pa3AUnIHBIX BO3PACTHBIX
TPYIITaX My>KUHH, TIOAYIAFOIITIX A€UECHHE TEMOATAAUIOM
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Puc. 2. PacnpeaeseHHE TAIIMEHTOB 110 AAMTEABHOCTH
ACUYEHUA FEMOAMAAM30M K MOMEHTY CKPUHUHTA
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¥ OCTAABHBIX ITAIIHCHTOB ACUCHIE IFEMOAUAAH30M OBIAO
Havato depes 3-13 Aer mocae MOABACHHA IPOTEHHYPHUU
(Meamana 4 roAa). BospacT marmeHToB Ha MOMEHT HaYaAa
ACYCHIA TEMOAMAAN3OM COCTABAAA OT 15 A0 50 aet (me-
Amama — 40 Aet). V MOAaBAAIOIIETO OOABIIIIHCTBA AL
CHTOB ITOYCYHAS 3AMCCTUTCABHAS TePAIIUs OBIAQ HAYATA
B Bo3pacte o1 20 A0 49 aer (B ocroBHOM 0T 30 A0 39 AeT;
puc. 3). MeamaHa BO3pacTa MAIIMEHTOB K HAYAAY IIOYEY-
HOI 3aMECTHTEABHON TEPAITHH ObIAA CXOAHOM Y IIAIIH-
EHTOB C MHCCEHC U HOHCeHC myTtaruamu (41 u 39 aer).
AOCTOBEpPHOIT PA3HUIIBI 3TOTO ITOKA3ATEAS Y HAIIHEHTOB,
Y KOTOPBIX HMEAWCh B OTCYTCTBOBAAHM AHIHOKEPATOMBI,
TAK&Ke He BRIABUAM (43 11 34 roAa, COOTBETCTBEHHO).

V 7 maIueHTOB AAHHBIC O BEAUYHHE IIPOTCHHYPHI
AO PasBUTHA TEPMHHAABHON XPOHHYECKON ITOYEUHOMN
HEAOCTATOYHOCTH OTCYTCTBOBAAH. Y 13 GOABHBIX OIIpe-
Aeasiaace iporennypust ot 0,4 Ao 5,0 r/cyr (Meanana —
2,0 r/cyT) mpu OTCYTCTBAM IeMATYPUX U ACHKOLIUTYPHIL.
V9 (69,2%) n3 13 marumeHTOB MAKCHMAABHAS IIPOTCHHY-
pust ze npesbimasa 2 r/cyr. Toasko y 1 (7,8%) manuenta
oHa Aocturaa Hedppormaeckoro yposus (5,0 r/cyr), xors
IIPU3HAKN HEPPOTHIECKOIO CHHAPOMA OTCYTCTBOBAAML

V 16 (80,0%) u3 20 manmeHTOB MMEAUCH "KAACCH-
geckue" cumirromsr 6oAesHn Pabpu, B TOM 4YrCAe HEll-
pomatudeckad 60Ab y 16 (80,0%), anrnokeparomsr y 7
(35,0%) u rumoruapos/anrnapos y 16 (80,0%). Bee atu
CHMIITOMBI OTMEYAAHCH C ACTCKOIO BozpacTa. Tem He Me-
Hee, Anarno3 6oaesnn Padpu AO CKDHHUHTIA HU § KOTO
u3 HuX He o0cyxaancs. Toarko y 4 (20,0%) manuenros
VKA3aHHBIE IIPOABACHHA OTCYTCTBOBAAHM, OAHAKO AHA-
THO3 HC BbI3bBIBAA COMHCHUA, y"II/ITI)IBa.ﬂ pesyAbTaTbI MO-
ACKYAAPHO-TEHETUIECKOIO UCCACAOBAHUSA U CHIDKCHIIE
AKTUBHOCTH O-TAAAKTO3HAA3BI A, 4 TAK/KE IIOBBIIIICHUE
coaepranns lyso-GL3 u/nan naamaue 3a60AeBaHus
Y POACTBEHHHKOB.

V Bcex 20 6oABHBIX ITpH 9XOKapAHOrpadun ompe-
Aeasiaace runeprpodus mMuokapaa. Bocems (40,0%)
n3 20 OOABHBIX ITEPEHECAH HIMTEMUYICCKHII MHCYABT,
B TOM 4HCA€ HOBTOPHBI. OAMH H3 HUX yMep OT IIO-
BTOPHOTO OCTPOTIO HAPYIIEHHA KpoBooOparteHus. [1pu
MarHHTHO-PE30HAHCHON TOMOIPA(HN TOAOBHOTIO MO3-
ray 11 (64,7%) us 17 marueHTOB OIPEACASANCH OUArO-
BBIC N3MECHEHUA B OEAOM BEIIIECTBE TOAOBHOIO MO3I4.
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Puc. 3. PacnpeaeseHre AIIMEHTOB 110 BO3PACTY
K HAY9aAy A€UEHHSA TEMOATAAUZOM

OpuruHanbHie craTby

Boprexcras kepatonatus Oeaa BeisiBAcHA Y 4 (44,4%)
u3 9 GOABHBIX, OCMOTPEHHBIX O(DTAABMOAOTOM, 4 K-
CTBI B IIOYKAX IIPU YABTPA3BYKOBOM HCCACAOBAHIH — Y &
(53,3%) u3 15 marueHTOB.

OGcy»xaeHue

Pacnpocrpanennocts 6oaesun Pabpu cpean ana-
AV3HBIX ITAITHEHTOB cocTaBrAa B cpearem 0,36% u y Mysx-
gl OpiAa mpumepro B 10 pas BbiIe, YeM y KEHITHH
(0,53% u 0,05%, cootBercrBenHO). B Harem mccaeao-
BaHnu 60Ae3Hb PaOPU B OTACACHHUAX TEMOAHAAT32 OBIAL
AMATHOCTHPOBAHA TOABKO § OAHOM KEHIITUHBI — 38-AeT-
Hell IAIIMEHTKH, KAAOBABIIICHCA Ha HEHPOIIATHYECKYIO
OOAB U CHIZKEHHE IIOTOOTACACHHA C AETCKOTIO BO3PACTa
U HAXOAHMBIIEHCA HA ACUCHHN I'€MOAHAAN3OM B Tede-
Hue 7 AeT. AMarHO3 MOATBEPKAAACA HAAMYHEM HOHCEHC
mytaruu rega GLA (c.658C>T), meboapinm cHITKe-
HUEM AKTHBHOCTH 0-TAAAKTO3HAA3BI A H IIOBBIIIICHIEM
coaepikarud lyso-GL3 B BBICYIIEHHBIX KAIIAIX KPOBH.
Takas e MyTarus ObiAa BRIABACHA Y 28-ACTHEH CECTPHI
IIAIUEHTKH, Y KOTOPOH OTMEYAAUCH CXOAHBIC KAAOOBI
(metipormaTirdeckas OOAb 1 THITOTHAPO3), a IIPU OOCAEAO-
BAHHHI OIIPEACAAANCH BODOHKOBUAHAA KEPATOIIATHA, Xa-
paktepHas AAf 6oaesun Pabpu, 1 IPOTEHHYPUA OKOAO
3 r/cyr. AMarHo3 nopaxKeHus IOYeK B paMKax OOAE3HI
®abpu OBIA YCTAHOBACH IIPH CBETOBOH U 9AECKTPOHHOM
MUKPOCKOIIIH II0YeIHOro brorntara. boAee Huskas va-
cTOTa AMarHOCTHKN O60Ae3HN PAOPH Y AKEHIIIMH, ITOAY-
YAOIIUX ACYCHHE TEMOAHAAN3OM, OBIAA OKHAAEMOI.
C OAHOIT CTOPOHEL, Y KEHIITHMH KAMHIYECKNAE IPU3HAKN
[IOPAKEHHA BHYTPEHHUX OpraHoB mpu 60oAesHu Padbpu
HOSBAAIOTCA TIO3AHEE 1 MEHEE BBIPAKEHEL, IEM Y MYKIHH
[6]. C Apyro# CTOPOHSEL, AKTUBHOCTD 0.-TAAAKTO3HAA3BL A,
KOTOPYIO HCIIOAB3OBAAHM AAA CKPHUHIHTA, Y IMAITHEHTOK,
HMEIOIIHNX IaToreHuyro myraruio rena GLA, mouxer
OKa3aThCSl HOPMAABHOI.

[Toxoskme pe3yAbTATEl OBIAM ITOAYYEHBI B CXOAHBIX
HCCACAOBAHHAX, BBIITOAHCHHBIX B APYTHX CTPaHAX.
[To aamnbIM MeTa-aHaAn3a 20 CKPHHIHIOBBIX HCCACAO-
BaHU [9], y My2KIUH, TIOAYYIaBIIHX ACICHUE AUAAU3OM,
B yacrora 0oaesun Pabpu cocrasuaa 0,33%, a y ixeH-
e — 0,10%. Xorsa pacupocrpanennocts 6oaesan Pa-
OpH B AMAAM3HBIX OTACACHHAX OKA3aAACh OTHOCHTEAD-
HO HEBBICOKOI, TeM HE MEHee, IIPOBEACHNE CKPHHUHIA
CYHUTAIOT OIIPABAAHHBIM, TAK KAK OH ITO3BOAAET YCTAHO-
BHTb AMATHO3 y 3HAYUTEABHOIO YHCAQ POACTBCHHUKOB
ANAAU3HBIX ITAIINEHTOB M CBOEBPEMEHHO HA3HAYHTH M
depmenT-3amectureasnyio tepanuio (G3T) a0 pasBu-
THA HEOOPATUMOTO HOPAKEHNA BHYTPEHHUX OPIAHOB.

[ToaaBasroItiee OOABIIMHCTBO IAIIHEHTOB € DOAE3-
upio Padpu (80,0%) HaUMHAAN ACICHIIE TEMOAMAANZOM
B Bozpacte oT 20 A0 49 Aer 1 AHIIIb B OTACABHBIX CAYYa-
Ax — B Bo3pacte o1 50 A0 59 aer. CXOAHBIC AAHHEBIC TIPH-
BOAAT 1 Apyrue aTops! [18]. CooTBeTCTBEHHO, CKPUHIHT
6oae3rn Pabpu B AMAAM3HBIX OTACACHHUAX IIEAECO00PA3-
HO IIPOBOAHUTE Y MYKYHMH MOAOAOTO M CPEAHETO BO3-
pacra (a0 50-60 aer) [17]. boaee uem y 80% amasmsHbx
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HAITHEHTOB ¢ 60Ae3HPI0 Padpu, AHATHOCTHPOBAHHON
B IIPOIECCE CKPHHMHIA, NMEAUCH KAACCHYECKHUE IIPO-
ABACHUSA OOAE3HH, B TOM YHCAE HEHPOIIaTHYIeCKas OOAD,
AHTHOKEPATOMBI U/ MAH CHIDKEHHE/ OTCYTCTBUE IIOTO-
otaeaeHnd. Hefiporatus xapakrepusyercs slH30AaMH
Krydell GOAU B KACTAX U CTOIAX, KOTOPas MOMKET BO3-
HUKATh IIPH AUXOPaAKe, (PU3HIECKOI HATPY3Ke, CTpeC-
e M OBICTPBIX M3MEHEHHAX TEMIIEPATYPHI OKPY/KAFOIIIEH
CpeABL. B HekoTOpBIX cAyuanx Helpomarudeckas OOAb
MEHEE BEIPAKEHA, OAHAKO COXPAHACTCA ITPAKTHICCKH
IIOCTOSIHHO, YTO BBIHYKAACT ITAIIIECHTOB HA IIPOTHKE-
HUH MHOTHX ACT PEIYAAPHO IIPHHUMATD KApOAMA3CIIHH
uAn rabarrenTrH. [Iprarnoii MAOXOH ITepeHOCHMOCTH
7Kapbl ABAACTCS HAPYIIICHIE IOTOOTACACHUS, CBA3AHHOE
C HAKOIIACHHEM PAUKOC(OUHIOAUIIHAOB B ITOTOBBIX 7KEAC-
3ax. Apyroif KAACCHYECKHUI CHMITTOM — AHTHOKECPATOMBL,
KOTOPBIC ITPEACTABAAIOT COOOM ITOBEPXHOCTHBIE AHTHO-
MBI, AOKAAH3YIOIIIUECH HA IIEPEAHEH OPIOIIHON CcTeH-
K€, B YACTHOCTU BHYTPU UAU BOKPYT IIyIIKA, B IIAXOBOM
00AACTH, HA ATOAWIIAX, BEPXHUX KOHEYHOCTAX, IyOaX.
VKazaHHBIC CHMIITOMEL IIOSIBASANCH 3aA0ATO AO HAYA-
A ACYCHIA TEMOAMAAM30M. MeAmaHa cpoka OT IEePBBIX
CHMIITOMOB AO HAYaAd TTOYEYHON 3aMECTUTEABHOMN Te-
PAIIHE COCTABHAA 23 TOAQ, 4 Y HEKOTOPHBIX IIAIIIEHTOB OH
mpeseirman 40 aer. Tem He MeHee, HI B OAHOM CAyYae
Anaraos 6oaesuu Padpu e 0OCyKAAACH HE AO, HU ITO-
CAC HAYAAQ ACUCHUA TEMOAMAAHSOM.

Ere oann tunmynsii cumirom 6oaesan Padpm,
HIMEIOIIUI BA)KHOE AMATHOCTUYECKOE 3HAYCHIUE, 9TO
BOPOHKOBHAHAS (MAHM BOPTEKCHAS) KEPATOIIATHUS (Cornea
verticilata) — KOPUYHEBO-30AOTHCTHIE OTAOKEHHA B PO-
TOBHIIC B BHAC M30OTHYTBIX AHHUI IIPU OTCYTCTBHU APY-
THX IIPUYHH CXOAHBIX H3MEHCHHM, HAIIPHMED, IIPHEMa
AMHOAAPOHA HAH THAPOKCUXAOPOXHHA. YacToTa ee mpu
6oaesan Padpn mpespimmaer 70% Kak y MyK9nH, Tak
n sxeHruH [10].

Hekoropere myrannu rema GLA, mo-suanmomy,
MOTIYT aCCOLIMUPOBATHCA C "TIOUCHHBIM" BAPHAHTOM OO-
AesHn Padbpu, OAHAKO IIPEACKA3ATh TEICHUE DOAC3HI
HAa OCHOBAHHH PE3YABTATOB MOACKYASPHO-TCHETHYC-
CKOTO HCCACAOBAHMSA CAOKHO. B Harrrem rccaeaoBannn
y 17 u3 20 manumenTos myrarmu reaa GLA #He mosrops-
AHUCB, 2 OIIPEAEACHHASA MYTAIIUA B OAHOM CEMbE MOTAA
ACCOLIMPOBATHCS C PASAMYHBIME KAUHIYIECKAMU (DEHO-
TrIIamMu 3200AeBaaus. boaee Toro, ceroAHs u3BecTHo 00-
aee 600 myraruit rena GLA, kotopeie MoryT mpusecTn
K passuruio 6oaesan Pabpu [19], a KoAngecTBO HOBBIX
MYTAITAIT IIOCTOSHHO YBEAINBAETCS. MBI TAK/KE BBIABUAK
5 myrarmii rena GLA, koTopbIe He OBIAN OITFCAHBI PAHEE.
MHorne MyTarmm, aCCOLMUPOBABIIHECS C Pa3BUTHEM OO-
aesnn Pabpu, OBIAY OIIMCAHBI Y OTACABHBIX ITAITHEHTOB,
YTO HE IO3BOASICT OLICHHUTD UX CBA3H C OIIPEACACHHBIMU
HPOABACHHAME 3a00AeBaHHA. B HaIlleM HCCACAOBAHIM
y 60,0% manumeHToB ONPEACATANCH MUCCEHC MYTAIIHH,
a'y 25,0% — noncenc myrarun reaa GLA. Bospacr ma-
IIICHTOB K HAYAAY ACUCHUSA TCMOAMAAM3OM B 9THX ABYX
IPYIIIAX CYIIECTBEHHO HE OTAUYAACH. Takum oOpasom,
THIT MYTAaIlNH TAK/KE HE TO3BOAAA IIPEACKA3aTh DOAce
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paHHEE HAaYaAO TTOYEYHON 3aMECTUTEABHON TEPAITNH H,
COOTBETCTBEHHO, DOAEE TAKEAOE TeUCHIE HE(DPOIIATHN.

[lepBeM cuMIITOMOM HEQPOIATHH Y IAIIUEHTOB
¢ 6oaesupro Pabpu Obiaa HEOOABIIAS IPOTCHHYPHS,
KOTOpas OOBIYHO HE AOCTHUTaA2 HEPPOTUIECKOTO YPOB-
Hf ¥ HE COIPOBOKAAAACH M3MEHEHHAMH MOYEBOIO
OCaAKa U apTEPHAABHON rumepToHuel. beccnvmrom-
HOE TEYEHHE IOPAKEHHUA ITOUEK IIPHBEAO K TOMY, UTO
y TpeTH OOABHBIX AUATHO3 HEPPOIATHH OBIA YCTAHOB-
ACH Ha CTAAHH TEPMUHAABHOM XPOHHYCECKOM ITOYCIHOM
HEAOCTATOYHOCTH. B OCTAABHBIX CAyYaAX A€YEHHE Tre-
MOAHMAAH30M OBIAO HAYATO B TEUCHHE B CPEAHEM 4 AeT
(o1 3 Ao 13 aer) mocae BrABACHNA TpoTenHypun. lo-
ABACHIME IIPOTEHHYPUH Y HAIIEHTA ¢ 60Ae3HBIO Pabpu
nMeeT HeOAArOIPUATHOE IPOTHOCTUYIECKOE 3HAYCHUE
U ACCOIMUPYETCHA CO 3HAYUTEABHBIM YBEAHYCHHUEM
TEMITA CHIKCHUA PACYCTHON CKOPOCTH KAYOOUKOBOIM
dpuaprpanmn (CK®). R. Schiffmann u coasr. nsyda-
AM ecTecTBeHHOE TeueHne Hedpponaruu y 447 mann-
enToB ¢ 6oAaesupio Pabpu, B Tom uncae 279 MymKaHH
u 168 xenmun [15]. CpeaHAs CKOPOCTD CHIDKCHUSA Pac-
versOi CK® cocrasmaa 2,93 ma/Mur/1,73 M? B TOA
y mysxane 1 1,02 ma/vuu/1,73 M* y sxentmmn. V myx-
uyun Oe3 nporennypun (<0,1 r/cyr) sror mokaszarean
pasusiacsa 1,6 Ma/mum/1,73 M* B roA, 2 Py HAATYHN
nporeunypun 0,1-1,0 r/cyr u >1,0 r/cyr on yBeanana-
e B cpeaneM A0 3,3 1 6,9 ma/mun/1,73 M2, coorser-
ctBeHHO. Taxkum 06pa3om, Ipu HOABACHUH IIPOTEHHY-
pu, ocoberno 6oaee 1,0 r/cyr, TepMuHasbHAA CTAANSA
XPOHUYECKOH OOAE3HH IIOYEK MOMKET OBITh AOCTUTHYTA
B TEUEHHE HECKOABKHX AT, YTO IIOATBEP/KAAFOT 1 HAIIIH
AQHHBIE. Y CKOPEHHE TEMIIOB IIPOIPECCUPOBAHISA XPOHH-
9YECKOI DOAE3HI ITOYEK OTMEYACTCH TAK/KE Y IAIHEHTOB
co cumkennon CKO.

Bospacr anasusneix manuenTos ¢ 0osesnpro Pa-
OpH, AMATHOCTUPOBAHHOMN ITPH CKPUHHHIE, COCTABAAA
ot 28 a0 58 aer. K aToMy Bo3pacty y OOABIIHHCTBA I1a-
IIHEHTOB OTAOKEHIE FAUKOC(DIHTOAMITHAOB OTMEYAETCS
HE TOABKO B ITOYKAX, HO U B ADYTHX OPIaHaX, IIPEKAE
BCETO CEPAILIE 1 TOAOBHOM Mosre. I nmeprpodrs Muoxkap-
Aa, xapaktepHas A 0oAesnn Padpu (1], Obraa BeIABACHA
y BCEX OOCACAOBAHHBIX IIAIIHEHTOB, 4 OYATOBBIC U3MCHE-
HusA OEAOTO BerecTBa TOAOBHOTO Mo3ra mpu MPT — Go-
Aee geM y 60%. Boaee Toro, 40% G0ABHBIX IIEpeHECAH
UIIEMITYIECKAI HHCYABT, 4 OAUH U3 HUX YMEp OT IIOBTOP-
HOTO HAPYIIEHUA MO3TOBOIO KPOBOOOPAITIEHHS.

Aas acaerns 6oaesuu Pabpu Ha npoTmKeHHN 0O-
Aee 15 AeT IPUMEHSAIOT PEKOMOMHAHTHBIC ITPEIIAPATEI
®-TAAAKTO3MAA3Bl A — araacmaasy aabda (Pemaaran)
u araacuAasy 6era (Pabpasum), shHeKTHBHOCTD KO-
TOPBIX ITOATBEP/KACHA PE3YABTATAMU ABOMHBIX CACIIBIX,
11Aa11e00-KOHTPOAUPYEMBEIX U HAOAFOAATEABHBIX HC-
cAeAOBaHMH [2]. V IaIMEeHTOB ¢ TEPMUHAABHOM CTaAU-
et xporngeckoi 0oaesuu modex 3T mpoBOAAT AAL
YMEHBILCHUS HEAPOIATHICCKOI O0Ar 1/ uAn npodu-
AAKTUKH ITPOIPECCHPOBAHIA HOPAKEHHIA CEPALIA U TO-
AoBHOro Mosra. Iloueunas samecTuTeABHAS TEpPAIIUA
HE MOXKET CAYKHTb OCHOBaHHEM AAfA OTKaza B P3T [7]
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U HE ABAACTCA IIPOTUBOIIOKA3AHIEM K ACUEHHIO PEKOM-
OMHAHTHBIMU IIPEITAPATAME 0-TAAAKTO3HAA3Hl A, TAK KaK
nx PapMAKOKHHETHKA HE MEHACTCH Y AHAAM3HBIX ITAITH-
erros [8, 14].

MeTtoAoM BEIOOpA ITOYETHOM 3aMECTUTEABHOMN Tepa-
MM § IAIHIEHTOB ¢ O0oAe3HpI0 Padpu cauTaroT Tpanc-
maamTanmio modek. B CLIA y manmentoB ¢ 60Ae3HBIO
®abpu, ne moaygasix O3T, 3-AeTHAA BEIKIBAEMOCTD
Ha AMaAH3e OBIAA HIDKE, YeM Y IAHUEHTOB C APYTHMU
nHeAanabernaecknvu Hedppomaruamu (63% u 74%, co-
orserctsenno; p=0,03) [18], B To Bpems Kax 5-AeTHAA
BBIKMBAEMOCTD PEIIHITHECHTOB [IOYEYHOIO TPAHCIIAAHTATA
u camoro TpaHcnAanTata (83% u 75%, COOTBETCTBEHHO)
ObIAA CXOAHOM C TAKOBOH B KOHTPOABHOI rpyire (82%
u 67%) [12]. Boaee Toro, adderrusrocts P3T B mpo-
prAAKTHKE CEPACTHO-COCYAUCTEIX HCXOAOB MOKET OBITh
BBIIIIC IIOCAE TPAHCIIAQHTAIIIN IIOYKU. B I0AB3y 9TOTO
CBUAETEABCTBYIOT Pe3yABTATE HccAeaoBarmsA R.Mignani
u CcoaBT., KoTopeie n3ydaan pe3yapTaTel P3T okono
4 AeT y 34 GOABHEIX, TOAYUIABIIIIX ACICHIE FEMOAMA-
AHM30M HAH IIEPEHECIITNX TPaHCIAAHTAIIIO mouky [11].
HAEKC MACCBI MHOKAapAQ ACBOTO KEAYAOUKA YBEAUTIHACH
¥ AMAAN3HBIX TAIINEHTOB, HO OCTABAACA CTAOMABHBIM I10-
CA€ TPAHCITAAHTAIINY TTOUKH. B Harreit Brroopke 3 60Ab-
HBIX IIEPEHECAN TPAHCIIAAHTAIIUIO 1Toukn. Bee onu mmo-
ayaaror O3T.

Pesyabrarsr HAOAIOACHIS OOCACAOBAHHBIX HAMI 12~
1eHTOB ¢ 00Ae3HBI0 PAOPH CBHAECTEABCTBYIOT O AO-
CTATOYHO BEICOKOH X BEIKHBAEMOCTH Ha (DOHE Acde-
nusf reMoarasn3oM. Toapko 1 u3 20 manmenToB ymep
gepes 1 roA 1mocAe HavaAa IOYEUHON 3aMECTUTEABHOM
Tepanuu. B rieAoM MeAMaHA AAUTEABHOCTH ACYCHUSA
AmaAu30M coctaBuAa 4 roaa. Ilpu atom y AByX Tpereit
OOABHBIX AANTEABHOCTD ITOUEYHOM 3aMECTHTEABHOM Te-
paImu Ha MOMEHT CKPUHIHIA AOCTHTaA 3 AeT 1 OoAce,
ay Tpetn — 5 Aer n 6oaee (MakcnmaAbHO — 13 Aet).

Harmre mccaepoBaHue HMEET OIPEACACHHBIE OIpa-
npuenna. CKPUHIHT IIPOBOAUACA IIyTEM OIIPEACACHIA
AKTUBHOCTH — O-T'AAAKTO3HAA3BI A, 2 MOAECKYAAPHO-TE-
HETHYECKOE HCCACAOBAHIE BEIIIOAHAAN TOABKO IIPH €€
CHIKEHHH. Y KEHIHH ¢ 60Ae3Hbr0 PabpH aKTHBHOCTD
pepmenTa YACTO OCTAETCA HOPMAABHOM, ITO3TOMY Ya-
CTOTA 3a00AEBAHNA § AMAAU3HBIX ITAIINEHTOK OBIAQ 32-
HIKEHHOM. BoAee 1mepcrieKTnBHEIM METOAOM CKPHHHH-
Ia y JKEHIIHIH ABAAETCA olpeAesenue ypobHs lyso-GL3
B BBICYIIIEHHBIX KartAAx kposH [10]. OcroBHOE AOCTOMH-
CTBO HAIIIETO NCCAEAOBAHHA — OOCAEAOBAHIE OOABIIIOTO
YHCAA ANAAN3HBIX ITAIHEHTOB BO BCex pernoHax Poccu,
KOTOPOE IIO3BOASIET CYAHTH O PACIIPOCTPAHEHHOCTH 0O-
AesHn Pabpu CpeAH MANEHTOB, HOAYYAIOIINX ACICHIE
TEMOAHAAH3OM.

3akAroueHue

CKpHHHHTI ITO3BOAfICT BEIABUTH OoAe3Hb Pabpu
npumepHO V1 n3 200 myauus u y 1 u3 2000 xenmum,
IIOAYYAFOIUX ACYCHHIE TEMOAMAAM30M, 2 TAKKE CBOECB-
PEMEHHO YCTAHOBHTH AMATHO3 ¥ POACTBEHHHKOB ITAIIN-
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erToB. CKPHHHIHT IIEAECOOOPA3HO IIPOBOAUTH Y AFOACH
MOAOAOTO M CPEAHEIO BO3PACTA, TAK KAK B HAIIIEM HC-
CACAOBAHHHI BO3PACT BCEX OOABHBIX, Y KOTOPHIX OBIAA
Amarsoctuposana 60aesap Padbpu, He mpessiran 60 Aer.
V OOABINNHCTBA AUAAU3HBIX ITAIIHEHTOB C OOAE3HBIO
DaOpu IMEAHCH TUIIIIHBIE TIPOSBACHHA 3200ACBAHIA,
B TOM YHCAE HEHPOIATHYECKAA DOAb, AHIHOKEPATOMBI
U CHIKEHHE/ OTCYTCTBUE IIOTOOTACACHHS, T.€. AUATHO3
MOZKHO OBIAO 3AIIOAO3PUTH KAMHITICCKH CITIE AO PAa3BHU-
THA TEPMHHAABHOI CTAAUH XPOHHYECKONH OOAE3HH I10-
yek. Baznoe 3sHavenne aas GoAee paHHEH AMATHOCTHKH
6oaesan Pabpu uMeeT aHAAU3 CEMEHHOIO aHAMHE3A.
CAeAyeT yInTBIBATD, YTO KAMHHYECKNIT (PeHOTHIT 3200-
AEBAHUA Y POACTBEHHHKOB IIPOOAHAL MOKET OTAUYATBCH,
IIO3TOMY HEOOXOAMMO OOPAITIATh BHUMAHHE HA PA3ANY-
HBIC ITPOABACHHA, KOTOPBIE MOTYT YKa3bIBATH HA OOAC3HD
Da0pu, TAaKKE KaK HHCYABT HAH BHE3AITHAA CMEPTD B MO-
AOAOM BO3pacTe, "rumeprpodudeckas KapAHOMHIOIIA-
Tus", KOKHASA CBITb U T.IL [1py OTCyTCTBHM IIPU3HAKOB
TAAKEAOTO  HEOOPATHMOTO TIOPAAKEHHA TOAOBHOTO MO3Ta
U CEPALLA, HAIIPIMEP, ACMEHIINH HAN XPOHIIECKOH cep-
AedHOH HepocTaTouHocTH IV pyHKIIHOHAABHOTO KAAC-
ca, AMAAM3HBIM TarueHTaM ¢ boaesunio Pabpu nmokasana
®3T ¢ 1EeABIO CHIKEHHSA PUCKA CEPACIHO-COCYAUCTBIX
HCXOAOB M YMEHBIIIEHHA HEHPOIIATHIECKOH DOAH.

Huxmo usz aemopos ne umeem xongruxmos unme-
pecos.
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