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PEDEPAT

LEJTIb NCCJIEAOBAHWISI: Bone3Hb ®abpu (BP) — nporpeccupyiollee nonnopraHHoe 3abonesaHve, Beayllee K passuTuio
cepaeyHO-COCYAMCTbIX, LepebpoBacKyIsPHbLIX OCIOXHEHWI, NPOrPeCcCMpoBaHMIO NOYEeYHOM HeaocTaToyHocTU. Hecneunduy-
HOCTb KJIMHWUYECKMX MPU3HAKOB 4acTo NMPUBOAUT K NO34Hel anarHocTrke B®, yto obycnaBnmBaeT BbICOKYIO AMArHOCTUYE-
CKYI Ll@HHOCTb CKPUHKMHIa B rpynrax BbICOKOro pycka, 0cobeHHO cpean nauyeHToB C XPOHMYEecKo 6oe3Hbto nodek (XBI).
Mo pe3ynsTatamMm NporpamMmM CKPUHWHIA BO MHOTMX CTPaHax CpeHsas pacrnpocTtpaHeHHoCTb BA cpeaun naumeHTos ¢ XBI1 co-
ctaBnseT okono 0,26 %. Llenbio aToro nccneposaHus 66110 MccnenoBaHne pacnpoctpaHeHHocTy @1y naumeHTos ¢ XBI B
CeBepo-3anagHom pernoHe Poccuiickont @epepaunn. MAUMEHTbBI M METO/ZbI: B npOCNEKTUBHOM UCCNea0BaHUM onpeae-
JIeHa aKTMBHOCTb a-ranakro3maasbl A (a-Gal A) B BbicyLLeHHbIX naTHax kposu y 1835 naumerTtos ¢ XbIM C1-54 (15 % — po-
OVannaHble naunenTsl), 74 % MyX4uH, cpenHuii Bo3pacT 55 + 12 net. O6cnenoBaHve NpoBOAMIIOCHL HE3ABMCKMMO OT MONa,
BO3pacTa 1 NepBnYHOro amarHo3sa. AKTMBHOCTb a-Gal A 6onee 1,89 MKMONb/n/4 cuMTanacb HopManbHol. B cnyyae BoisiBne-
HWSI CHUXKEHHOW aKTMBHOCTM pepMeHTa BbINOAHANCS aHann3 mytauumn reHa GLA. PE3YJIBTATbI: CpepHuii ypoBeHb a-Gal A
coctasun 5,39 + 2,69 MkMonb/n/4. AKTUBHOCTb a-Gal A 6blna LOCTOBEPHO BbILLE Y NALMEHTOB C AOANANNSHBIMWU CTaaNsSMN
XBIM no cpaBHEHMIO C NauneHTamu, nonyy4aswmmmn gnanms (7,5 £ 3 npotus 4,3 = 2,3 Mkmonb/n/4, p <0,001), a Takke y My>X4uH
BblLLE, YeM B XeHLWMH (5,9 + 3,4 npoTtue 3,4 + 2,3 mkmonb/n/4, p <0,001). CHuxeHne akTuBHOCTU a-Gal A 6b110 06HapyXeHO
y 6 nauMeHToB, N3 KOTopbIX 3 nMenun mytaumm reHa GLA (c.427G> A, ¢.818T> C, ¢.895G> C). OaunH naumeHT (¢.508G>T) Ha
MOMEHT CKPUHUHra UMesn noaTeepxaeHHyio B® n nonyyan dpepmeHT-3ameLtatoluyto Tepanuio. Bee BbisiBNeHHble 605bHbIE
OblIM MYX4YMHAMM, MOCTOSIHHO NOJy4Yann Tepanmio reMoanann3om. Takum o6pa3om, pacnpocTpaHeHHOCTb B® y naumeHToB
¢ XBIN C5x coctaBuna 1:392 (0,26%). O6¢cnenoBaHme poaACTBEHHUKOB NO3BOJIMNO BbIIBUTL B® B ABYX LOMNONHUTENBHbIX CIY-
vyaax. BAKJIIOYEHWE: PacnpocTpaHeHHOCTb BD B o6¢cnenoBaHHom rpynne nauyeHTos ¢ XbIM B CeBepo-3anagHomM pernoHe
Poccuiickon depepaunm He OTIMHAETCS OT CPEAHEr0 MMPOBOIro YPOBHS. Bo Bcex cnyyasx B® He Obiia CBOEBPEMEHHO Ana-
FHOCTMPOBAHA, YTO NPUBESIO K TSXKETOMY NOAMOPraHHOMY NMOBPEXAEHNIO U OTCPOYKe Havana GepMeHTHOM 3aMeCTUTENbHOM
Tepanun. Takum 06pa3om, CKPUHUHI B Heobxoamm Ha paHHux cTaamax XBIT.

Kniouessblie cnoBa: bonesHb Pabpu, xpoHnyeckas 601e3Hb NOYEK, CKPUHUHT
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ABSTRACT

Fabry disease (FD) is a progressive multi-organ disease leading to the development of cardiovascular and cerebrovascular com-
plications and progression of renal failure. Nonspecificity of clinical signs often leads to late diagnosis of the FD that causes high
diagnostic relevance of screening in high risk groups, particularly among patients with chronic kidney disease (CKD). According
to the results of screening programs in many countries, the average prevalence of FD among patients with CKD is about 0.26%.
THE AIM of this study was to investigate the prevalence of FD in patients with CKD in the northern west region of Russian Fed-
eration. PATIENTS AND METHODS. This prospective study assessed a-galactosidase A (a-Gal A) activity in dried blood spots
in 1835 stage 1-5 CKD (85% - dialysis, 15% — pre-dialysis) patients, 74% males, mean age 55+12 years. The survey was car-
ried out regardless of gender, age and primary diagnosis leading to CKD. The activity of a-Gal A more than 1.89 umol/I/hr was
considered as normal. In the case of identifying the decreased activity of the enzyme the diagnosis was confirmed by GLA gene
mutation analysis. RESULTS. The average level of a-Gal A was 5.39+2.69 umol/I/h. The level of a-Gal A was significantly higher in
patients with pre-dialysis stages of CKD compared with patients receiving dialysis (7.5+3 vs 4.3%£2.3 umol/I/h, p<0.001) as well
as in males higher than in females (5.9+3.4 vs 3.4%+2.3 umol/I/h, p <0.001). The decrease in a-Gal A activity was detected in 6
patients, of which 3 had the GLA gene mutations (c.427G>A, ¢.818T>C, ¢.895G>C). One patient (p.508G> T) had a confirmed
FD and received an enzyme-replacement therapy at the time of screening. All patients with identified FD were males treated by
hemodialysis. Thus, the prevalence of FD in patients with CKD C5d was 1:392 (0.26%). A survey of relatives revealed the disease
in two additional cases. CONCLUSION. The prevalence of Fabry disease in selected CKD patients of northern west region of Rus-
sian Federation is in the mean worldwide range. In all cases, the FD was not timely diagnosed, leading to serious organ damage

and delaying the onset of enzyme replacement therapy. Thus, the screening of FD is necessary at the early stages of CKD.

Keywords: Fabry disease, chronic kidney disease, screening

BBEAEHUE

Bone3nr ®abpu (b®D) siBisieTcs: nmporpeccupyro-
IIMM TOJUOPTaHHBIM 3a00JieBaHuEeM, O0YCJIOBJICH-
HBIM BPOXJICHHBIM JIe()EKTOM T'€Ha JIN30COMAabHOTO
depmenra o-ramakro3ugaszsl A (a-Gal A), npuHu-
MAIOIIMM y4acTHe B METa00IM3Me TITUKOCHUHTONH-
nuaoB. depuuut o-Gal A mpuBOIUT K MPOTrpecCHB-
HOMY HaKoOIUICHHIO mioborpuaosmiiepamuaa (Gb3)
B JIM30COMaxX Pa3JIMYHBIX THIIOB KJIETOK (dHIOTEINH-
aJbHBIE KJIETKH KallMIUIIPOB, KJIETKH MOYEK, cep/la,
HepBHble KieTku) [1]. HakoruieHue rmkocuHro-
JIMIUAOB BeleT K HeoOpaTUMbIM (pUOpPO3HBIM H3Me-
HEHHSM B OpraHax-MHUIICHSX, Pa3BUTHIO CEpIeUHO-
COCYIMCTBIX M LEepeOpOBaCKYISPHBIX OCIOXKHE-
HUM, NPOrpecCHpPOBAaHMIO IIOYEYHOW HEI0CTaTou-
HocTU. BBuay cuemieHHocTu HaclieqoBanus bd c
X-XpoMOCOMOH, Y My»XYHH n3MeHeHue rena o-Gal A
MPaKTUYECKU BCETJia MPHUBOIUT K MPOIPECCUBHOMY
Pa3BUTHIO JaHHOW 0OJIE3HN HAKOIJICHUS, B TO BPEMsI
Kak y >keHIIUH nedekT rena o-Gal A MmoxeT o0yco-
BUTH KIIMHWYECKHE TIPOSIBICHUS 3a00JI€BaHHSI TOIBKO
BCJICICTBHE MHAKTUBAIIUN X-XpOMOCOMEI [2]. Pannme
XapaKTepHble CHUMITOMBI 3a00JIeBaHUs, TaKHE Kak
AQHTUOKEPaTOMBI, aKpOTIapacTe3nuu, THIIOTHIIPO3, HEell-
porarudeckast 00J1b, JKeNyI0YHO-KHIIEYHBIE CHMIITO-
MBI, OOBIYHO MPOSIBISIIOTCS y’KE B IETCKOM BO3pacTe
[3]. B nmanbHeiilieM B 3aBUCHMOCTH OT (PSHOTHIIA
Oosie3HM HaOJIIOAAETCs MPEUMYIIECTBEHHOE I0pa-
J)KEHUE CEepAEYHO-COCYAUCTOM, LEHTPalbHOW HEPB-
HOW CHCTEMBI, MOYEK WU COYETAHHOE TOpa)KeHUE
opranos-muienel [4]. Tunnunsie npossrenus bO B
3aBHCUMOCTH OT BO3pacTa MalleHTOB MPEICTaBICHbI
B TaOm. 1.

Crenyer OTMETUTb, YTO HapyllleHHe QYHKIIUH T10-
YeK, BIUIOTh JI0 Pa3BUTHS AUATN3-3aBUCHMOM CTaluu
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xponunueckoir 6oneznn mouek (XbBII C5x), vabmro-
Jaercsi y OONbpIIMHCTBA ManueHToB ¢ b, uyto o0y-
CJIaBJIMBACT BHICOKYIO HACTOPOKEHHOCTH B OTHOILIE-
HUW JJAHHOTO 3a00sieBaHus cpeau narueHTos ¢ XbI1,
B OCOOCHHOCTH MOJIOZIOTO Bo3pacta (1o 40 mner) u ¢
Mopdonornuecku He BepU(DUIUPOBAHHON MOYey-
HOIl martonoruel [6]. PanHue npu3HAKU MOpaKEHUS
noyek npu bD (aneOymuHypHs, THIepUIBTpans
[7]) He sBustoTCS crienU(UYHBIMU U MTO3BOJISIOT 3a-
MOAO3PUTH 3a00JIeBaHUE TOJBKO NPU HAINYMU COBO-
KyIIHOCTU CUMNTOMOB. CrieupUIHBIM KPUTEPUEM B
3TOM ciydae sIBisieTcsi onpeaeienue yposHs Gb3 B
MOYe, OIHAKO BBIIOJIHEHHE JAHHOTO HCCIIECJOBAHUS
TaKXe MoApa3yMeBaeT HaJMUUe IPYTUX CUMIITOMOB
B® u tpebyer yuactus creruanbHON 1a00paTopuu.
Takue ¢akTopsl, kKak HecnenupuIHOCTH OOIb-
HIMHCTBAa CHMITOMOB b®, clI0)KHOCTH B THArHOCTHKE
u muddepeHInanbHON JUarHOCTHKE, a TAKKE HU3KAas
OCBEJJOMJICHHOCTb CHELHAINCTOB O XapaKTepHBIX
nmpu3HaKax 0o0Je3HU, 00yCIaBIMBAIOT TOT (PAKT, YTO
B® penko de novo BbIABISETCS Ha PaHHHUX STarax
3aboneBanus. Yacto Haubosee 3((h)eKTUBHBIM METO-
JIOM BBISBJICHUSI 3a00JIeBaHMS SBJSICTCS CKPUHUHI-
JUAarHOCTHKA B IPYIIax BBHICOKOIO PUCKa, B YaCTHO-
CTH Cpelyl MalUCHTOB, YK€ IMOMyYalolnX 3aMeCTH-
TEJIBHYIO MOYEYHYI0 TEpanuio BBUAY HEOOPaTHMOM
yTparel GyHKIMU movek. bomee Toro, cormacuo pe-
koMeHaanusaM European Renal Best Practice, y MmHO-
MX TAlMeHTOB Takas AWarHOoCTHKa HeoOXoxmma:
«...B Hegponocuueckux KIuUHUKAx pexoMeHOyemcs
CKpUHUHe-ouazHocmuxa oonesnu @abpu y nayuex-
MO8, NPUYUHA PA3GUMUS XPOHUYECKOU O0Ne3HU NOYeK
KOMOPbIX Heu3gecmua: y Mydcuun monodce 50 nem
U JceHwun 1100020 6o3pacma. Y mydcuun CKpuHuHe
Mooicem Oblmb BLINOIHEH NYMeM USMEpPeHUsl aKmug-



ISSN 1561-6274. Hedponorusa. 2019. Tom 23. Ne1

ISSN 1561-6274. Nephrology. 2019. Vol. 23. Ne1

Tabnuua 1/ Table 1
MposeneHusa 6onesuu ®adbpu (apganTuposaHo us Schiffmann R. et al., 2017) [5]
Manifestations of Fabry disease (adapted from Schiffmann R. et al, 2017) [5]

BospacTt

CuMnNTOMBI

HeTcTtBO
1 IOHOCTb
(<16 ner)

° AKponapaCTesmm / 6onesble KPpU3bl: XPOHU4YECKEe Unm ann3ogmnieckme olyueHnsa XOKeHns B 1aJ0HAX PyK I/I/I/IJ'II/I no-
AoLlBax HOor, ycyry6nﬂeTc~;| npun NSMeHeHUAxX TemMneparypbl, NMxopaakKe, ctpecce, ¢I/I3VI‘~IeCKI/IX ynpaXHeHnax

. AHFI/IOKepaTOMbIZ HebosbLne TEMHO-KpaCHbIe nanyJsbl Ha aroguuax, reHNTananax, BHyTPeHHUX NoBepxXHOCTAX 6ep,ep,
CnunHe, NoaoCTn pTa

. Od)TaJ'IbMOJ'IOFI/I‘-IeCKVIe aHoManmn: BOPOHKOBMAHAA KepaTtonaTtua (I'IOJ'IOCOBI/I,EI,Hble NMOMYTHEHUSA pOFOBVILI,bI), ABYCTO-
POHHEE NOMYyTHEHNE 3apHen KancyJsibl XpycTanmka (KaTapaKTa d3a6p|/|), N3BUNNCTbIE COCYANCTbIE NMOPaXXeHns ceT4HaTkn

+ HelpoceHcopHas noteps cnyxa
+ 'mnornapos nnm aHrnapos
+ AnbbymMuHypus

+ CnabocCTb, NOBLILLIEHHAsS YTOMISIEMOCTb

N KOHBIOHKTUBbLI, aHEBPU3MaTn4eCckne pacluinpeHna BeH

° Hecneu,l/lcbvlqecn(me Kenyao4yHo-KuMeYHble CUMNTOMbI

PaHHWn
3penbin
BO3pacT
(17-30
ner)

+ PacnpocTpaHeHune aHrmokepaTom

- Bbicokast anbbymuHypus (> 11 /24 4)
+ OTekn nnmn numdpenema

+ JInxopagka

«f'mnornapos nav aHrmagpos

+ JlInmdpapeHonatus

+ HapyLueHve TepMOYYBCTBUTENBHOCTHU
- Onapes, 60511 B X1MBOTE

HapyLeHnsi NPOBOAMMOCTU

+ CepaeyHO-CoCyaAMCTbIE CUMMNTOMBI: Bpaaukapams, YKOPOUYeHHbIn nHTepBan PR, runeptpodusi n1eBoro xenynoyka,

Mo3aHunin
3penbiin
BO3pacT (>
30 ner)

TpaHCrJlaHTauunm cepaua

TPaHCrJlaHTaunm novyek

+ nyxota

. MHCyﬂbT NN TPAH3UTOPHbIE NLLleMMHecKne aTtakn

. Cep,ﬂ,e‘-lHO-COCy,D.VICTbIe 3aboneBaHus: FI/II'IeprOCbVIH NeBoro 1 npasoro Xenyao4kos, aHoMasinm KnanaHoB cepaua,
apuTtMunn, BHe3anHasa cepgeyHad CMepTb, CTeHOKapaud, gacrtoinyeckasa cepagedHad HegoCTaTo4HOCTb, HEeobX0AMMOCTb

. XpOHVI‘-IeCKaﬂ 6051€e3Hb NoYekK, BKIIoYas Anannia-3aBncuUMyto ctaaunto XpOHI/I‘-IeCKOI7I 60ne3HN NoYeK NN He0HBXOANMOCTb

HoCmu o-eanakmosudasvl A 6 niasme, nelkoyumax
Uy no Memoody cyxoeo namHa Kposuy. [8]
IIporpammel ckpuHUHT-IUarHocTuku bd cpenu
MAIUEHTOB, TOIYYarOIIUX MPOTPaMMHEIN TeMoua-
JU3, YCHEIHO OBUIM BBHITIONIHEHB BO MHOTHUX CTpa-
HaxX ¥ TO3BOJIIIIN HE TOJBKO BBIIBUTH 3a00JICBaHHE
y OOJBHBIX, YXKE UMEIOIINX OpPraHHbIE MMOPAKECHHS B
Bune XbII, Ho u guarnoctupoBats b® y poncteeH-
HUKOB TIAIIMEHTOB, YacTO €IIe HEe MMEBIIUX BBIpa-
JKEHHBIX CUMIITOMOB Oouie3au [9]. Bricokas akTyanb-
HOCTh CPUHHHTA TaKke 00YCIOBJICHA TEM, YTO BBISIB-
neare b® Ha mr000M dTare 3a00IeBaHUs TO3BOJISET
Ha3HAYUTh Ce(PpUIECKy o epMEHT-3aM eIy 0
Tepanuio (araicuaa3a-o Wid -fB) ¥ 3HAYUTEeTHHO CHU-
3UTh TEMIIBI IIPOTPECCUPOBAHUS OOJIC3HH.
Pacmipoctpanennocts b® B o0mielt momymsnun
Pa3IMYHBIX CTPaH 3HAYMTENILHO BaphbUpyeT: oT 1 Ha
3100 yenosek no 1 Ha 117000 uenosek [10]. Cyme-
CTBEHHO pa3lIMYalOTCd W PE3yJbTaThl CKPUHUHTO-
BbIX uccinenoBaHuil cpenu mauueHtoB ¢ XbBIT CS5n
B pa3HBIX CTpaHaX, 4YTO HE IMO3BOJSET OIHO3HAYHO
ONPEICINUTh PACIPOCTPaHEHHOCT, b® B 3TOH HO-
30JIOTHYECKON Tpyrmme. B mpencTaBieHHBIX Ha Te-
KyIIHd MOMEHT paboTax pacnpocTpaHeHHOCTh bd
cpenu nanuentoB ¢ XbBII C5n cocrasnsna ot 0 1o
1,17 % (tabn. 2). C yderoM pa3nuuuili B qu3aifHax

WCCIIEZIOBAaHUH, XapaKTepUCTUKAX MAIMEHTOB U Me-
TOJaX CKPUHHWHTA COBOKYITHBIM aHAlW3 JaHHBIX HE
MOXKET SIBISIThCA TIOMHOCTBIO KOPPEKTHBIM, OJTHAKO
C M3BECTHBIM JIOITyIIEHUEM MOXKHO OTPEAEITUTHh YTO
cpenu cKpuHUpoBaHHBIX narueHToB ¢ XbII pacopo-
crpaHeHHocTh b® coctaBiser okono 0,26 %, wuamu
1 ciydaii Ha 378 nmalMEHTOB.

B nenmaBHO omyOnmkoBanHO# padore C.B. Mowu-
ceeBa u coaBT. (2017) ckpuHUHT-IHarHocTuka bd
OBLyIa BBITIOTHEHA cpenu 5572 maIfenToB, Moryqato-
LIMX NOCTOSIHHYO Tepanuto auanu3oM B Poccun [12].
YuuteBas 4mMcI0 OOCIENOBAaHHBIX, MAaHHBIA CKpH-
HUHT MOXXHO CUUTATh CaMbIM KPYIHBIM B MHpE Ha
MOMEHT ImyOnuKanuu Marepuana. OmHaKo ciexyer
OTMETHUTb, UTO B JOpPMATE OTICAHHOTO B TAHHOW CTa-
The CKpHHUHTA, KpoMe OonmbHBIX ¢ XBII C5x, ompe-
JeieHne akTUBHOCTH o-Gal A BBITONHSIOCH TakkKe
nagueHTaM ¢ goavanusubiMu cragusmu XbBII. Kpo-
M€ TOTO, BBUIY CKYJHOCTH KIMHWUYECKHUX IaHHBIX,
CKPUHHPYEMBIX I10 IPUIHHE OTCYTCTBUS TpeOOBaHUN
K aHaMHe3y 3a00JIeBaHMs, WU KIMHUYIECKON KapTH-
HBI Ha JTaIle JIabopaTopuu, HelIb3sl UCKITFOYUTH BEPO-
SATHOCTH TIOTIAJIAHHUS B OTY K€ BBIOOPKY MAIMEHTOB
HEBPOJIOTMYECKOTO M KapAHOIOTUYECKOTO TPOQIIS
0e3 npusHakoB XbIIl. Tem He MeHee, IO pe3ylnbTaTaMm
nmaHHOH paboTsl b® ObLta AarHocTupoBaHa y 20 ma-
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nuentoB ¢ XbII C5n, pacnpocTpaHeHHOCTH 3a00iie-
BaHUJ 10 TaHHBIM aBTOpoB coctasmia 0,36 %.

Takum oOpa3zoMm, MO pe3yinbraTaM CKPUHUHT-
HCCIIEIOBAHUM B pa3lIMYHBIX CTpaHax MUpa, B TOM
yucne B Poccun, MOXXKHO ¢ yBEPEHHOCTBIO CKa3aTh,
yTo BcTpeuaemocTh b® cpeau manuentoB ¢ XbII
3HAYMTEIBHO BBIIIE, YeM B oOIIed momyisiiuu. Lle-
JIBIO JIAHHOHM pa0oThl OBLIO YTOYHEHHE PacrpocTpa-
HeHHocTu b® cpean mauveHToB ¢ pa3IMYHbIMU CTa-
musmu XbI1 B CeBepo-3amannom pernone Poccuii-
ckoit deneparuu.

NMAUMEHTbI U METOObI

B npocniektrBHOE HccienoBaHne ObUTH BKITFOUCHBI
1835 marmenToB ¢ XbII U3 pa3mTuuHbBIX TUATA3HBIX U
Hedposoruueckux 1neHTpoB CeBepo-3araHoro peru-
ona P® (Pecrybnuka Komu, Mypmanck, Bosoria, Ue-
perioBen], Apxanrenbck, [Icko, Cankr-IletepOypr).
OO0cJe0BaHKEe BBIMOJHSIIOCh BHE 3aBHCHMOCTH OT
T10J1a, BO3pacTa M OCHOBHOTO JHMArH03a, MPUBEIIIICTO
k XBII. Ouenka axkruBHocTH 0-Gal A BBIIONHAIACH
10 METOMY TaHJAEMHOW MacC-CIIEKTPOMETPHH C NOHU-
3ammeil pacIbUICHHEM B BBICYIIICHHBIX KAIUISTX KPOBH,
B aKKpEAUTOBAaHHBIX Jlaboparopusx (HayuHslil neHTp
310pOBbs JeTel, taboparopHbiii otnen HUMW nenuna-

TpHH, Ja0OpaTOpUs MOJIEKYJISIPHOM T€HETUKH U Kile-
TouHOM Owmosnornu, Mocksa miu ®I'BHY «Menuko-
TeHeTHYeCKH HaydHbIH 1eHTp», MockBa). Hopmain-
HOW cyMTaNach aKTHUBHOCTH (epMmeHTa Oonee 1,89
MKMOITB/11/49 (0,8—15 MxkMonb/n/4). OuHaKOBOE 3HAYE-
HHUE «OTCEUKI» MCIIOIb30BAIOCH JUIS )KEHIIUH U MYX-
yuH. [Ipu BBISIBICHUM CHIKEHHS akTUBHOCTH 0-Gal A
B TOM k€ J1a00paTOpUX BBITIOTHSIICS aHAIN3 MYTaITUH
rena GLA MeTooM MpsiMOro aBTOMAaTHYECKOTO CeKBe-
HUpoBaHus (3k30HBI 1-7 rena GLA, a Taxke nmpuera-
IOIIIME NHTPOHHBIE 00acTn). [1pu oOcienoBanum die-
HOB CeMbH O0JIBHBIX ¢ D 0mHOBpEeMEHHO MPOBOAUIICS
KaK (hepMEHTATHBHBIN, TaK W FCHETUYCCKUI aHAIN3,
YUUTHIBas 00JIee BHICOKYIO BEPOSITHOCTH 3a00JICBAHUS
U TOT (paKT, uTo (pepMEHTATHBHAS AKTHBHOCTH MOXKET
OBITH HOPMAJIBHOM y KeHIIHH ¢ bD.

Ha mo3nHux sTamax CKpUHUHTA Yy psa MalueH-
TOB, IIOMHMO HCCJeIOBaHUs akTHBHOCTH o-Gal A,
TaK)Ke BBITIOJHSIOCH KOJMYECTBEHHOE OTpe/ieIeHre
rnoborpuasmwichuurosuta (Lyso-Gb3). «llonoxu-
TEIBHBIMY SIBIIAJIOCH BBIABIICHHE TMOBBIIEHUS Lyso-
Gb3 Gonee 5,0 ur/mi. OmHAKO € YY4€TOM OTHOCH-
TEJIHHO HEOONBIIIOTO YHCIIA BHITIOTHEHHBIX aHAIN30B
Lyso-Gb3 3Tu naHHBIC B MPUBEJACHHOM aHAIU3¢ HE
YYUTHIBAIUCH.

Tabnuua 2 / Table 2

OOLwme paHHble Mo CKPUHUHI-uccnenoBaHuam B cpeam 6onbHbIX ¢ XBIM B pa3nuyHbIX cTpaHax
(apantnpoBaHo n3 Trachoo O. et al., 2017) [11])

General data on screening studies of BF among patients with CKD in various countries
(adapted from Trachoo O. et al., 2017) [11]

CrtpaHa Mon Yu1cno naumeHToB BoisiBneHo cnyvaes B® | PacnpocTpaHeHHOCTb (%) Ccblinka

AnoHunsa MuX |[722 2 0,28 Utsumi et al., 2000
AnoHusa M 514 6 1,17 Nakao et al., 2003
lonnangus M 508 1 0,2 Linthorst et al., 2003
ABCTpus MnX |[2480 4 0,16 Kotanko et al., 2004
dpaHums MuX |[106 1 0,94 Bekri et al., 2005
AnoHusa M 450 1 0,22 Ichinose et al., 2005
AnoHusa MnX |[696 5 0,72 Tanaka et al., 2005
Yexuns MwunX |3370 5 0,15 Merta et al., 2007
Nntea M 536 0 0 Maslauskiene et al., 2007
Kanapa M 499 0 0 Andrade et al., 2008
Bpasunus M 558 2 0,36 Porsch et al., 2008
lfonnangusa MunX |[922 3 0,33 Terryn etal., 2008
McnaHus MnX [911 5 0,55 Gaspar et al., 2010
AHrnns M 155 0 0 Wallin et al., 2011
AnoHunsa MuX [933 3 0,32 Nishino et al., 2012
AnoHuna M 1080 2 0,19 Doietal., 2012

Typumus M 808 2 0,25 Kalkan Ucar et al., 2012
AnoHuns M 1453 3 0,21 Maruyama et al., 2013
Typums MnX [1136 2 0,18 Okur etal., 2013

JneaH M 275 0 0 Kabalan et al., 2013
McnaHns MwuX |[3650 11 0,3 Hererra and Miranda, 2014
Tannaxg MuX |[142 0 0 Trachoo etal., 2017
WUTtoro 21904 58 0,26
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Jlnama3on HopMaJibHbIX 3HaueHud o-Gal A u
Lyso-Gb3 0Opln1 mpenocTaBieH COOTBETCTBYIONTUMU
71a00paTOpUsIMU COIVIACHO MCIIONB3yEeMbIM aHaIHU3a-
TOpaM U PeaKTHBAM.

CratrcTU4ecKuil aHanu3 BBITIOIHSIHN C HCTI0NIB30-
BaHHMEM ITaKeTa MPUKIATHBIX CTATHCTUYECKUX MPO-
rpamM «SPSS 17.0, SPSS Ink» (CLHA). Ilpumensnu
CTaHIapTHBIE METOABI OIMUCATEIHHON CTATUCTHKH:
BBIUMCIIEHNE CPEIHUX 3HAY€HUI M CTaHJapTHOTO OT-
kioHeHus1 (X+c). JlocToBepHOCTh pa3ivyuil KOJH-
YECTBEHHBIX MapaMeTpPOB OIPEIEISIIH C TOMOIIBIO
t-kpurepusi CThIOZICHTA JIJISI HE3aBHCUMBIX BBIOOPOK.
JocroBepubiMu cunTanu panuyus npu p<0,05.

PE3YJIbTATbI

CpenHuii BO3pacT MalMEHTOB, NPUHSABIIMX yda-
CTHE B CKPUHHHTE, COCTaBWI 55 + 12 yiet, 00abIIH-
cTBO (74 %) — My>xckoro mosa. 269 manueHToB (15 %
OT 00IIIEeTO YncIa) UMeNu qoauanu3usie cranuu XbI1.
Ilo pesynpratam oOcienoBaHHs CpeIHUIl YpPOBEHb
a-Gal A B xoropre cocTaBui 5,39 + 2,69 MKMOJIB/J1/4.
AxtuBHOCTE 0-Gal A y JoauanmM3HBIX MAlUEHTOB
ObL1a TocToBepHO BhIIe (7,5 £ 3 MKMOIIB/I/9), 4eM y
001bHBIX, Moy4datonux nocrosunyto 31T (4,3 +2,3
MKMOub/J1/4, p<0,001). Takxe ObLIM BBISBICHBI J10-
CTOBEepHO OoJjiee BhICOKMe 3HadeHus o-Gal A y Myx-
yuH (5,9 £ 3,4 MKMOJITB/J1/9) TI0 CPaBHEHHIO C KEHIIIU-
Hamu (3,4+2,3 Mmrmoib/i1/4, p<0,001).

CHmxeHnne aktuBHOCTH o-Gal A ObUIO BbISIBIIC-
HO y 6 ManueHToB, MOCTOSHHO monydaBmmx 3I1T.
IIpu reHeTHYECKOM HCCIICIOBAHUU Y OJHOTO Tallv-
eHTta obHapyxkeH moimumopusm (c.-10C>T—c.640-
16A>G——c.1000-22C>T — remMu3urora, rariOTHII,
OINKMCAHHBINA Y MAIMEHTOB ¢ (CHOTUITMYSCKUMH MPO-
apnerusiMu b® [13]). Eme y aByx manumeHTOB mpu
JaNbHENIIeM reHeTHYecKoM 00CIeTOBaHUN HEe OBIIO0
BBISIBJICHO U3MEHEHM, XapakTepHbIX 411 bD. ITpu re-
HETUYECKOM OOCIIeTOBAHUHU TPOUX TMAIUEHTOB BBISB-
JieHa paHee He AuarHoctupoBaHHas bD (c.427G>A,
c.818T>C, ¢.895G>C). lns BanuaHOTO pacyera pac-
MIPOCTPaHEHHOCTH 3a00JIcBaHUS B BBIOPAHHOM pe-
TMOHE B aHAJIW3 ObUI BKIIOYEH OMH 00ibHOH ¢ XBII
C5n ¢ panee nuargoctTupoBaHHoi b® ¢ Ha3HAUECHHOM

depmenT-3ameniaroniei tepanueii (¢.508G>T). Beu-
JIy OTCYTCTBHS TOJIOKUTENIBHBIX PE3yJIbTaTOB Cpenn
MalKMEeHTOB ¢ JoAualn3HbIMu ctaauamu XbII, pacuer
pacmpocTpaneHHOCTH b® Kacayics TONBKO OOTBHBIX
¢ XBII C51 (n=1566). Takum oOGpa3om, pactpocTpa-
HeHHOCTh b® B U3yueHHO# Koropre 60JIBHBIX COCTa-
Buia 0,26 % (1/392).

CeomHast nHGOpMAIIUS TI0 BBISBICHHBIM CITydYasiM
b® npencrasnena B Tabdmn. 3. Ilanment Ne 3 Ha Mo-
MEHT BBITIOJHEHHUS CKPUHHMHTA JUTUTEIHHO TOTydal
(epMeHT-3aMeNIAIoNTYI0 TEPAIHIO0, CPEId POJICTBEH-
HUKOB MyTalusi ObUIa BBISBJIICHA €Il B OJHOM CIIy-
yae. [TanmenT Ne 4 ot epMeHT-3aMeIIaroIIeH Tepa-
MUY KaTerOPUYECKH OTKAa3aJICsl, CPEeAN POJICTBEHHU-
KOB HOBBIX ciiyyaeB b® BEIsSBIEHO HE OBLIO.

Mgl ipuBoMM OoJiee TOAPOOHOE OMUCAHUE JIBYX
KITMHUYECKHX cirydaeB (manneHTs! Ne 1 u 2) BbIsABIiIe-
Hus bO:

Boabnoii E., 1987 rp., ¢ 1eTcTBa MPEIBIBIST KaJO-
OBl Ha HHU3KOE MOTOOTAEICHHE, IUIOXO TEPEHOCHI XKapy
(noBeimenne Temneparypsl Tena 10 38 °C). C 9 ner Gec-
MTOKOMJIH OOJIH B KUCTSX M CTOIAX 0e3 BUAMMON MPUIHHEI,
MpoAOoDKaBIIMECs 10 | Held M BO3HUKABIIME ONMH pa3 B
2-3 wmec. [IpueM HECTEPOMAHBIX MPOTHBOBOCIATUTEIIH-
HBIX cpenct He moMorait. C 10 et oTMedanucs 3aepxKa
pocra, u3MeHeHus yept iuia. C 3Toro ke MOMEHTa — U3-
MEHEHUs B aHaiu3ax Moud (TPOTEHHYpHs), MOCTaBIEH
JIMarHo3: BpoxkJeHHas aucriiaszus nodek. C 14 net — cHu-
JKeHHe (DYHKIIMU TI0YEK, apTepuaibHas THIICPTCH3U, aHe-
MuUsi. BBUIy porpeccHBHOTO CHMKEHUS (DYHKIIUHU TTOYCK,
B 16 yer Hauara MOCTOSHHAS 3aMECTHUTENbHAS MOYeUHAS
Tepamnus TeMOIHAIN30M.

B 25 ner — moBTOpHBIE CyIOPOKHBIE HMPUCTYIHI, MO-
CTaBJICH JUAarHO3 AMUJIETICUH, Ha3HaYeHa Tepanus Tpuiieln-
TaJIOM, [TOCJIe Yero MpUCTyIbl He 6ecnokomu. I1o pe3yib-
taram DKI' — npu3Haku BBIpaXEHHOH rUNepTpoPun MHO-
Kappa JieBoro xemynouka. [Tpu sxokapauorpadun 1 MPT
CepAIa BBIABICHO YTOJNIICHHE MHOKApHa 3aIHEH CTCHKH
JICBOTO KETY/I0YKa U MEXIKETYIOYKOBOH EPETOPOAKH 10
14—-15 mm. MPT ronoBHOro Mo3ra — Melkasi KaBepHOMa B
JIEBOM LIEHTPAJIbHOH J107I€.

B 28 net npu CKpUHUHIE BBISIBIEHO CHUKEHHE aKTHB-
Hoctu a-Gal A (0,93 MxMons/m/4) u myTtamus reHa GLA
(c.818T>C), ycranoBneH muarxHos: 6omne3np Padpu (My-

Tabnuua 3 / Table 3

UHdopmaumna no BbiiBNEHHbIM cny4yasam B
Information on identified cases of CF

Ne | BospacrT, | AnarHos OnutenbHocTb 3MT Ha Mo- | AKTUBHOCTb o-Gal A, MyTauns reHa GLA
nert MEHT BbisiBNieHns BD, neT | MKMonb/n/4
1 |28 BpoxaeHHas gucnnasus noyexk 16 0,93 c.818T>C
> |35 XpOHUYECKNN HEDPUTUHECKUN CUH- 7 114 C.A27GSA
[POM — HEYTOYHEHHOE U3MEHEHNE
3 |29 XpoHu4eckunii rmomepynoHedput 2 0,84 c.508G>T
4 |68 Hedpocknepos 1 1,04 c.895G>C
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tauusa B reHe GLA, cHmwkenue aktuBHocTH o-Gal A) ¢
nopaxkenueM nouek (XBII C5x, remomnanus ¢ 2003 1),
nepuepuyecKoil HEPBHOM CHCTEMBI (aKpOIapacTe3wu),
cepana (KOHICHTPUYECKas THIIEPTPOGUS MUOKap/a JIEBO-
TO KETyIo4Ka), THITOTHAPO30M. [IpH KOHCYIBTAllU OKY-
JIUCTOM BOpPTEKCHAs KepaTomusi He oOHapyxeHa. Hasma-
YyeHa (epMEHT-3aMEeIIaroINas TePaIus: arajicuaasa-aabda
(«Perutarany») B no3e 0,2 Mr/kr 1 pa3 B 2 Heq ociie ceanca
remonuanmza. [Ipu oOcie10BaHUM POICTBEHHUKOB HOBBIX
MTOJTBEPKICHHBIX cirydacB b® He BEHISBICHO.

Boabuoii II., 1980 rp. IlompoOHOE BBIACHCHHE
aHaMmHe3a 3a00NeBaHMA ¥ JKU3HHA 3aTPYJHEHO BBHIY
HUHTEIJIEKTyalbHO-MHECTUYECKUX H3MeHeHul. Tepanus
remoaunanuzom Hadara B 2009 rogy, OCHOBHOM JUarHo3 —
XPOHHYCCKUI HEPPUTHUCCKUN CHHIPOM — HEYTOUHCHHOE
mmenenne. C 2005 roga — snurentuyeckas 00e3Hb, CO-
CTOHUT Ha y4eTe y smmientonora. C IpOTHBOCYIOPOKHON
LIENBI0 TTOCTOSTHHO HA3HAYCH METaKWH, KOTOPBIA MPHHU-
Maetr HeperyasipHo. Ha done HeperymsipHoro npuema Jie-
MaKWHa YBEJIMYWIACH CYIOpPOXKHAs aKTUBHOCTBH, H4acTOTa
MIPUCTYIIOB JOCTHraeT 0 3 pas3/Hel B XOle MPOLEAYpHI
I'JI, o mpucTynax B JOMAaITHUX YCIOBHUSX HE COOOIIAET.
Ha ¢one yacThIX CyJOpPOXXHBIX MPHUIIAIKOB IPOU3OIILIH
W3MEHEHHs JMYHOCTU: arpeccus, pPacTOPMOXKEHHOCTH B
MOBEJICHUY, CHIKCHNE KPUTHUKU K CBOEMY COCTOSHHIO, K
okpyxaromuM. J[Bax bl 3a nepuox 2013-2015 rr. rocnu-
TaJlu3alMy B ICUXOHEBPOJOrnyecKuil nucnancep. B xone
TOCHUTANTU3AIMHK OblIa CynIuAHas monsITKa. [Iponomkaet
MIPUHUMATH IPOTUBOCYIOPOKHYIO, CEATUBHYIO TEPAIHIO.
ITo pesynbratam DKI' — BbIpaykeHHas! THIIEPTPOUS JIEBO-
O XKeJyJ0uKa ¢ AucTpoduelt Muokap/a.

B 35 ner npu CKpUHUHTE BBISBICHO CHUKEHUE aKTHB-
voctu 0-Gal A (1,14 Mxmounb/i/4) u mytanus rena GLA
(c.427G>A), yctaHoBieH auarHo3: 0one3np ®abdpu (My-
tarust B reie GLA, cHmkenue aktuBHocTd a-Gal A) ¢ mo-
paxenueM nouek (XBIT C5x, remonuanus ¢ 2009 r.), ieH-
TpaJbHON HEPBHOH CHCTEMBI (dIHIICTITHYECKAs OOJIe3Hb),
cepara (KOHIEHTpUIecKas TUIIepTpo s MEOKap/ia JIEBOTO
kenmynouka). [lpu ganpHelinem o6caenoBaHUN POACTBEH-
HUKOB y Marepu nanuenTa 1., 1961 roga poxaeHus, Bbi-
sBrieHa MyTarus ¢.427G>A B TeTepO3UTOTHOM COCTOSIHHH,
MPUBOJAIIAST K aMUHOKHCIOTHOW 3amene p.Alal43Thr.
DepMeHT-3aMelaroas Tepanus He Ha3HaueHa BBULY BbI-
PAKEHHBIX HWHTEJUIEKTyalbHO-MHECTHUECKUX H3MEHEHUI
U HU3KOHM KOMIUTACHTHOCTH OOJIBHOTO.

OBCY>XXAEHUE

OCHOBHBIMH pe3yNbTaTaMy JaHHOTO HCCIIE0Ba-
HUSI MOYKHO CYMTATh CICAYIOIINE:

1. PacnipocTtpanenHocts 6one3an @adpu B u3y-
yeHHol koropre 6onbHBIX XBIT C51 B Poccutickoii
®denepanuu cocraBuia 0,26 % (1/392).

2. Onpenenenue aktuBHocTu o-Gal A B hopmare
CKpPHMHUHTA B TPYIIaX BEICOKOTO PHUCKA SIBISIETCS -
(eKTHBHBIM cTIOCOOOM BbIsiBIICHUS BO.

3. Bo Bcex ciyuasx b® He Obla CBOEBPEMEHHO
JMarHOCTHPOBAHA, YTO MPHBEIO K TSIKEJIBIM OpraH-
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HBIM TOPKEHUSIM M OTCpPOYKE Hayana (epMeHT-
3aMeIlAoIIEH TEPaInH.

PacnipocTpanenHocTb 60e3nn Dadpu 1o pesylib-
TaTaM CKPUHUHT-00CTIeI0OBaHUA B Pa3IMYHBIX CTpa-
HaX BapbUpPYyeT B IIUPOKUX MPHUAETaX, YTO, OIHAKO,
TOBOPHUT cKopee O 3(pHEeKTUBHOCTH ONMpeeIeHHOTO
Iu3aifHa U METOJIOB HCCIIEOBAaHUSA, YeM O Kakoii-
6o sHeMuaHocTy 3abonesanus [ 11]. [1o pe3ynbra-
TaM Halllero UCCIIEJOBAHMSI pacIpocTpaHEHHOCTh bD
B HCClIeI0BaHHOU Koropte B Poccuiickoii denepanuun
coctaBuia 0,26 %, 9T0 TOCTOBEPHO HE OTIIMYACTCS OT
CpeIHHUX 3HaYE€HUH 10 pe3ysIbTaTaM CKpUHHUHTA B APY-
T'UX CTaHax. B 071HOM 13 BBISIBICHHBIX 110 Pe3yJIbTaTaM
CKpPHHUHTA cIyYae MalueHTy Oblia Hauara epMeHT-
3aMeliaroinas Tepamnus Araincuaazoi-anbga (Peria-
raj), 9TO CIMOCOOCTBYET 3aMEIJICHUI0 HAKOTUICHHS
DIUKOC(UHTONMUIUIOB M YAyYIIAeT JOJITOCPOYHBIH
nporHo3 npu b®. Hecmorps Ha T0, uTo PyHKIMS 1TO-
YeK y JAHHOTO TalHeHTa 0e3BO3BpaTHO yTpadeHa,
HazHavyeHue pepMeHT-3aMelaloNIe Teparuy B STOM
cllydae NPUHIMITHAIBHO C TMO3UIHMU MPOPUIAKTHKH
JKU3HEYTPOXKAIOIINX CEPICYHO-COCYINCTHIX U IIepe-
OpoBackyisApHBIX ocnokHeHuil [14]. Kpome Toro, ¢
YYETOM MOJIOJIOTO BO3pacTa OONBHOTO HAJIMYKE JHa-
qu3HOHM ctaguu XBII cTaBUT akTyanbHBIA BOIIPOC O
TpaHCIIJIAHTALIUY TTOYKH, PE3yIBTaThl KOTOPOH MOTYT
NPUHIMITHAIBEHO 3aBUCETh OT MMPOBOJAMMOM )epMEHT-
3aMeniaromeil Tepanuy Kak MpoQHIaKTUKE Peluan-
BOB 3a00JieBaHMsI B TpaHcIianTare [15].

UYacto amarno3 6ome3np @adpu CTaBUTCS C OIIO-
3MaHUeM, YTO TOATBEPIKIAIOT KaK JIaHHBIE HAIIeTo
WCCIIeZIOBaHUs, Tak M JaHHble peructpa bd [9]. B
JIBYX OIMCAaHHBIX paHee Cydasx UCXOAHBIM TUarHo3
He ObUT MmoATBepIKAeH Mopdonorndecku. K Momen-
Ty BbIsiBIeHUS b® o0a manueHTta ATUTEIHHO TOIY-
YaJli 3aMECTUTENBHYIO MOYEUHYI0 Tepanuio, UMeNn
OCJIO)KHEHHS CO CTOPOHBI CEPIIEYHO-COCYIUCTON CH-
crembl (ITIXK), a Takke HeHTpaIbHONH HEPBHOW CH-
cTeMbl (AnuIenTHYeCcKas 00Jie3Hb). Takum 00pa3oM,
HECBOEBPEMEHHOE BbIsBIEHUS b mpuBeno k pas3su-
THIO TSDKEJIOTO TOJIMOPTAaHHOTO MOPaKESHHUS.

CrnemyeT OTMETHTH, YTO B 00OMX CITydasiX CHMIITO-
MBI 3a00JIeBaHNs He ObUIH SIPKO CrelU(UIHBIMU U 3a-
nofo3puth b® Ha ee paHHUX 3Tanmax ObUIO 3aTPy/-
HUTEIRHO. Tem Goree akTyadbHBIM MPEACTABISICTCS
cKpuHHUHT-00cnenoBanue Ha b® GompabIX ¢ XbII Ha
CaMBIX paHHUX JTarax pa3BuTUs 3aboneBanus. B Ha-
1IeM HCCIICIOBAHUU ObUIa yOEIUTENHHO MPOJIEMOH-
cTpupoBaHa 3pekTuBHOCTH cKpuHuHTa b® ¢ ompe-
JefieHneM akTuBHOCTH a-Gal A 1o MeTomxy «CcyXoro
MATHA» Y MAlUEHTOB, MOMYYaBIINX MMOCTOSHHYIO Te-
paruio remoananu3oM. Bo MEHOTHX paboTax, cBs3aH-
HBIX C BbIsABJIeHHEM bd B rpymnmax BBICOKOTO PHCKa,
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JAHHBI METOJ 3apEKOMEH0BaJl ce0sl MOJIOKHUTEb-
HO, KaK ONpaBJIaHHBIA C MO3HIUHU «3aTpaTbl—ddek-
TUBHOCTBY, IIPOCTOH B BHITIOJTHEHHUH, HE TPEOYIOUTHI
0COOBIX YCIIOBHII TP TPAHCTIOPTUPOBKE B 1TaOOpaTo-
puto [16].

Heo6xomumo momuepkHyTh, 4TO TpoliiemMa CKpH-
HuHra b® B rpymnmax BBICOKOTO PUCKA HE OIpaHUYU-
BaeTcs oOcienoBanueM manueHToB ¢ XbII. [Tommop-
TaHHBIA XapakTep 3a0oneBaHHs OOYCIIaBIMBAeT pas-
aryHble (PEHOTUITUYECKHE BapUaHThl TEUEHHs, IPU
KOTOPBIX MaHH(ecTaIust OONIE3HN MOXKET MPOSBUTHCSI
B BHUJE JKU3HEYTPOXKAIOMIUX CEPIEYHO-COCYIUCTHIX
WK TIepeOpoBacKyISIpHBIX coObITHiA. ToT (akt, ¥TO
OCHOBHas Macca pabot 1o ckpuHuHTry b® BeIIONTHEHA
UMEHHO cpeau manueHToB ¢ XbIl, 00BsIcHIeTCS IHIb
TEM, YTO IIPH aJIEKBATHOW 3aMECTUTENBHON IIOYEYHON
Tepanuu OonbHBIE ¢ B MMEIOT OTHOCUTEIBHO YI0-
BJIETBOPHUTENBHBIA MPOTHO3 /ISl JJIUTEIBHOTO Jiede-
HUS, @ TAKXKE CPABHUTEIILHOM IPOCTOTON B CKPUHUHIE
cpenn OONBHBIX, PETYISPHO MOCEIMAIOMINX MPOIE/Ty-
pbI remonuanu3a. OHaKo HAJIMYUE TaHHBIX O BBISBIIE-
Hun bO, Kak MpUYMHE KPUITOTEHHBIX HHCYABTOB [17],
WH(APKTOB M THIEPTPOPUUECKON KapIUOMHOTIATHH
[18], paccessroro ckieposa[19], B ocobeHHOCTH — Y
MAIMEHTOB MOJIOIOTO BO3pacTa, 00ycIaBInBaeT He00-
XOIUMOCTH OoJiee MIMPOKOTO MOAXO/a B OTHOIIECHHUU
BBITTOJTHEHUS TTPOTPaMM CKPUHHHIA B TPYTIaxX BBICO-
KOro pucka 1o b@.

B namem nccieioBaHuu HMEIH MECTO JIBa OCHOB-
HBIX OTpaHWYeHus. Bo-mepBbIX, CKpUHUHT OOJIBHBIX
JKEHCKOTO T10J1a TIPOM3BOJWIICS IO CTaHAAPTHON Me-
TOAMKE C ompejelieHHeM akTuBHocTH o-Gal A 1o
METOJy «CyXOTO MATHa», B TO BpeMs Kak, COIJIaCHO
pexomenaanusm European Renal Best Practice, «... Y
YKEHIIUH He00X0IMMO TIPOBOANTH TeHETUYECKUI aHa-
JU3 MyTaluil, Tak KaKk MCKIIOUUTENIbHO W3MEpEeHHe
aKTUBHOCTHU (hepMEeHTa MOXKET JIaBaTh JO)KHOOTPHIIA-
TEeJBHBIN pe3ynsTaT y 0ojiee yeM OHOM TpeTH oO1ie-
TO YHClia MarueHToK ¢ 6oe3upio @adpmy» [8]. Kpome
TOTO, COTJIACHO HEKOTOPBIM HelaBHMM padotam [20,
21], MO CpaBHEHUWIO C OIpeNeJIeHHEeM aKTUBHOCTU
a-Gal A GornpIieii 4yBCTBUTEIBHOCTBIO U crieI(HY-
HOCTBIO B OTHOUIEHWH CKPUHUHT-BbIsABIECHUS bBD, B
TOM 4YHCJIE CPEAH KEHIIMH, 00J1aaeT METOANKA KO-
JMYECTBEHHOTO OTpe/esieHns TodoTpuasuicuH-
ro3uHa (Lyso-Gb3), aHaau3 KOTOPOro Mpou3BOIUIICS
JUIIG Ha TMO3JHHUX 3Tanax cKkpuHuHra. Takum oOpa-
30M, MBI HE HCKJIIOYaeM BO3MOXXHOCTH JIO)KHOOTPH-
LATeIbHBIX Pe3yJIbTaTOB B CKPHHUPOBAHHOM IpyTIe
JKEHCKOTO I10Jla M1 HEOOXOTUMOCTH AalbHEHIIIero ux
TeHETUYECKOTO 00CIIeI0BaHNS.

BTopsiM CyIIeCTBEHHBIM OTpaHUYEHHEM MOXKET
SBJISITBCSL MCIOJB30BAHNUE YPOBHEH CKPUHUHIOBOM

«otceukny» (cutoff) a-Gal A u Lyso-Gb3 ucxomno co-
OTBETCTBYIOIIMX JIMANa30Hy HOPMaJbHBIX 3HAUCHUH,
MPEIOCTABICHHBIX COOTBETCTBYIOIIMMH JIAOOpaTopu-
MU [aKTHBHOCTH (epmeHTa Oonee 1,89 MKMOIb/1/4
(0,8—15 mxMmoiIb/11/4), KOHIICHTpanus Lyso-Gb3 Gosee
5,0 ur/mit]. B HeKOTOpBIX paHHHUX paboTax MCIHONb30-
BaJIMCh Oojiee HU3KKeE 3HaueHue cutoff a-Gal A, Takue
Kak 1,5 MKkMob/1/4[22, 23], 1 BBICOKHE 3HAUCHHS JTHa-
na3oHa HopMbI Lyso-Gb3, Takue kak 1uamna3oH ot 3,88
110 9,87 ur/mi [24]. CoriacHo JaHHBIM psijia HETaBHUX
WCCIICIOBaHM, MMEETCSl TEHJCHIMUS K TIePecMOTPY
YPOBHSI HOPMBI JIMOO K TEHIEP-OPHEHTHPOBAHHOMY
MOXOAY K CKPHHUHTY C LENbI0 TpenynpekaeHHs
JIO)KHOOTPUIIATEIBHBIX pe3ynbraroB. Tak, B pabo-
Te Objoon Trachoo et al. (2017), B KOTOpO#i /1)1 BBI-
MOJIHEHUSI CKPUHWHTA  HCIOJIB30BAJICS  allTOPUTM
quarHoctukn b® xmuuukun Mayo [25], moporoBeiMu
sHaueHusaMu o-Gal A sBistmuchk 1,2 MKMOIB/I/4 171t
MYXUUH U 2,8 MKMOJIB/1/94 Ay sxeHnwH [11]. B To
ke Bpemsi, B pabore Hiroki Maruyama et al. (2018)
TIOJIOKHUTENTPHBIM CUHTAJICS PE3YJBTAaT ONpeIeIeHHs
a-Gal A menbme 4 Mkmonb//a u Lyso-Gb3 Gonee
2 ur/ma [20]. Be3syciioBHO, BBIOOp TOPOTOBBIX
3HAaYEHUI BO MHOIOM ONPEAEISUICS METOIUKOM,
UCTIONIb3yeMO B KOHKpeTHOW Jaboparopun. B
OOJNIBIIMHCTBE ~CKPUHMHIOBBIX ~ MPOTPAMM  TaKKe
YUUTBHIBAIMCH BEPOSITHBIC MOMYJISIIHOHHBIC BapUALIUH
HOpMBL.  [lonydeHHble B HallleM HCCICIOBAHUM
JIOCTOBEPHBIC pa3nnuus ypoBHer o-Gal A y O0JbHBIX
¢ XbII C5n w nomuanu3HBIX TMAIUEHTOB MOTYT
TOBOPUTH O HEOOXOAMMOCTH IU(depeHInPOBaHHOM
TPaKTOBKH PE3YJIBTaTOB B ATUX TPYIIax, a pa3iuyuus
B YPOBHSAX MEXKAYy MYKYHHAMH W IKCHIIUHAMH
TIO/ITBEPIKAAIOT PeKOMEHAa Mayo 1o TeHIIepHBIM
ommunsaMm cutoff. Takum o6pazoM, MBI HE MOXKEM
UCKITIOUUTh  JIO)KHOOTPUIIATETIBHBIX PE3YJIbTaTOB B
npoliecce MPOBEICHHsI CKPUHHUHTA C HCTIOIb30BAaHUEM
BBIOpaHHBIX JIMAIla30HOB HOPMBI, B OCOOCHHOCTH
Cpely KEHIIUH.

SAKJIKOMEHUE

Pe3ynprarsl Hallero vccieloBaHus MOJITBEPK/Ia-
10T TOT (paxT, 4T0 G0sIe3HL DadpH Cpeny MAIMCHTOB C
XBIT C51 He SBASETCS CTONH PEAKUM 3a00JICBaHUEM,
Kak B OOIIEH MOMYJISINY, U TOATBEPKIAIOT HEOOX0-
JAUMOCTb CKpUHUHI'Aa B IIaHHOfI KOTOpTE€ BBICOKOI'O pU-
CKa. Hpe):[HO‘-ITI/ITe.HBHLIM ABJIACTCA OCYIICCTBIICHUE
CKPUHUHI-JUAarHOCTUKMW Ha paHHUX, JOJUAJIM3HBIX
craauax pazsutus kak XbII, Tak u 6oneznu dadpu.
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