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Orenka BO3MOXHOCTe#t ckpunuHra 6oaesuu ®abpu (B®) B oTAeAbHO B3sTOM pernoHe Poccuiickoit
Depeparyu.

HccaepoBaHre ImpOBOAMAOCH KaK OTKPBITOE IPOCIEKTHBHOE HeCpaBHHMTEAbHOe. B CKpMHUHT BKAIO-
YJaAM MaIMeHTOB C TUIepTpOduer AeBOTO SKeAYAOUKa (AK) > 13 MM 6e3 TsKeAOk TUIIepTOHHYEeCKOH
00Ae3HM; IAIIMEHTOB, IIEPeHeCIINX MHCYABT 6e3 BUAUMBIX NPHUYHH; MAIHEHTOB C HeprpepHIecKuM
00AEBBIM CHHAPOMOM B PaMKAX AMCTAABHON IIOAMHENPONATHH C IIPEHMYIIeCTBEHHBIM IIOpaKeHHeM
TOHKHX BOAOKOH; [IAI[I€HTOB, MMeIoIuX IpusHaky B® npu ¢pusnkasbHOM 06CAeAOBaHUH: TPyObIe Yep-
TBI AMI]a; aHTHOKEPATOMBI (BHyTpeHHsuI IIOBEPXHOCTb beaep, KUCTH, XXUBOT, CAUBHCTAs 000AOUKA POTO-
BOI IIOAOCTH) ; HApYILIEHNs TEPMOPET yASIIUY; HAAUYIEe XPOHUIeCKoit 6oAesHy nodek. CkpunuHr Ha BO
B PErvoHe COIPOBOXAAACS 0OpPa30BaTEAbHBIME MEPOIPUSTHIMYU IO AMATHOCTHKE HanboAee pacipo-
CTPaHEeHHbIX PeAKUX (opcl)aHme) 3a00A€BaHMUI y BSPOCABIX, a TAKOKe ObIAA IIPONKCAHA MAPIIPY TH3ALIHS
nanueHToB ¢ B®. Y TepamneBToB U KapAHOAOTOB TAK)XKe OBIAQ BO3MOXKHOCTD OTIIPABASITD «CyXHe> IISITHA
KPOBH HAIIPSIMYIO B pedepeHC-IIeHTPHI AAST AMaTHOCTUKE B® U Apyrux 3aboAeBaHHIT, COIPOBOXAAIO-
muxcs runeprpodueit AJK.

W3 125 manueHTOB, IPOIIEAIINX CKPUHHHIOBOE 06CAEAOBAHHE, TOABKO y 4 BBIIBAE€HA CHIDKEHHAsI
aKTUBHOCTb aAb{a-TaAaKTO3HUAA3BI A (a0 1,71; 0,78; 0,44; 0,60 MKkMOAB/A/4.), Y OAHOTO U3 HUX AHUa-
rHo3 B® 6bia moATBepKAeH reHeTHYecKH. B pamxax pa6orsl mo punarHocTuke B B permone 3a ato
BpeMsi 6AArOAapsl YAYUIIEHUIO 3HAHUI O MPHU3HAKAX OPPaHHBIX 3a60AEBAHMI, a TAKXKe [IPOMHUCAHHON
MapIIpyTHU3ALMH IIAIHEHTOB C BO3MOXKHOCTBIO OLIeHKH ITAHEAN AKTUBHOCTH (pepPMEHTOB U METabOAUTOB
3a60A€eBaHuUI, CONPOBOXAAIOIMXCS runepTpodueiit ADK, BRISIBACHO S MAMEHTOB € «HeTUNUIHOM> BO.

Ilpu npoBeaeHHY CKPUHUHIOBOIO 06cAeA0BaHMs 125 manueHTOB ¢ opo3perreM Ha BO yaarocs moa-
TBepauTh AMareo3 y 1 (0,8%) maruenTa. AAs yBeAndeHus 3$pPeKTUBHOCTH CKPUHHMHTA HEOHXOAMMO
He TOABKO IIPEAOCTaBAECHHE BO3MOXHOCTH AMArHOCTHUKYM (PEPMEHTOB M METAO0OAHTOB, HO U IIPOBEAE-
Hye 00pa3oBaTeAbHBIX IPOrpaMM ¢ GOpMHUpOBaHMEM MAPLIPYTH3ALUH IIALIUEHTOB C IIOAO3PEHHEM
Ha opdaHHbIe 32060A€BaHNUs, COPOBOXKAAIOmuUecs runeprpoduert AOK.
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YE€YHbIMH, HEBPOAOIHIE€CKUMH, A€PMATOAOTHYECKUMH H >Ke-

Boaesup ®abpu (BP) — HacaepcTBeHHOE 3a60AeBaHMe,
CLielIA€HHOe C XpoMocoMoii X, XapaKkTepusyoleecss HaKo-
naenueM raoborpuaosuanepamupa (Gb3) Beaepcrsue pe-
¢uIUTa AM30COMAABHOTO (epMeHTa aAbQa-TaAAKTO3UAA-
3o1 A (a-Gal A) [1]. Myoxauae! romosuroTHsl 1o b®, y Hux
3aboAeBaHMe IposiBAsieTCss Bcerpd. JKeHIuHbBI reTeposu-
FOTHBI, Y HUX TSDKECTb 3200A€BAHMS MOXET ObITh PasAMd-
HOM, BIIAOTb AO Pa3BUTHS TSDKEABIX OPM, KaK Y MY>KUUH [2].
Briepsbie maroaorus ommcaHa HesaBucumo lloxaHHecom
®abpu u YuabsiMoM AHAEPCOHOM Y 2 TALJEHTOB C AHTHOKe-
paromoit B 1898r., a ren GLA, xopupyromuit a-Gal A, 6s1a
naeHTHGUIMpPoBaH B 1974 1. [3].

Co BpemeneM B® crara paccMaTpuBaThCs KaK MyABTUCH-
CTeMHOe 3a00AeBaHUe C XaPAKTEPHBIMHU KaPAUAABHBIMH, IIO-
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AYAOYHO-KHIIeYHBIMU IposiBAeHUSAMU. KpoMe Toro, Bce ame
IpHU3HAETCS BapuabeAbHOCTh mposiBAeHui B kak ¢ xaaccu-
YeCKHM, TaK U C HeKAACCHIeCKUM (MAM C TIOSAHMM HAaYaAOM)
denorunamu [4].

ITanmentamu ¢ kaaccuyeckon B® yame Bcero aBasroTcs
MOAOABIE MY>KYHHBI, Y KOTOPBIX B A€TCTBE UAH PaHHEM IIOA-
POCTKOBOM BO3pacTe HabAIOAQIOTCS GOAe3HEeHHBIE IIepudepu-
YecKre HeHpOIaTHH, IOPKEHISI KOXKU 1 XKEAYAOYHO-KHIIey-
Hble pacCTPOHCTBA C IOCTEIIEHHbIM Pa3BUTHEM CEPAEYHOI He-
AOCTAaTOYHOCTH U XpOoHUIecKoi 60ae3uu nogek (XBIT).

B® ¢ mosaEMM HavaaoM (HeKAACCHYeCKasl, HAM ATHITHY-
Has, GopMa) 3HAUUTEABHO GoAee BapuabeAbHa, MPOSBASET-
Cs1y MALJUEHTOB CPEAHETO U CTapIIero BO3pacTa, MOXeT orpa-
HHYUBAThCS MOPAXKEHUEM OAHOM CHCTEeMbl, HalIpHMep, CepA-
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§ OPUT'MHAABHBIE CTATbU

Ila MAU TIOYEK, U Yallle BCTpedaeTcs Y MalueHTOK JKeHCKOTo
noAa. B otanune ot kaaccuyeckoit BO, yposuu a-Gal A Bbimre
npu GEeHOTHUIIe C TIO3AHUM HAYAAOM, YTO OOBSACHSIET OTCpO-
4eHHOe IPOosiBAeHHe 3a60aeBanms [ 1].

Obmas pacnpocrpanenHocts B cocrasaser or 1 Ha
40 TpIC. A0 1 Ha 170 THIC. HOBOPOXKACHHBIX, IIOPaXKasl BCE IT-
HUYeCKUe rpymnmbl [ S].

PacripocTpaneHHOCTb MyTalji, KOTOpPbIe CBS3aHBI C pa3-
suTHeM b®, 3HaUNTEABHO BhIIIE, XOTS TOYHOE MX KOAMYECTBO
HEU3BECTHO. B mccAepOBaHUE, TIPOBEAGHHOM C HCIIOAB30BA-
HHEM COAepIKAIMXCst B buobanke BeAnkoOpUTaHME AAHHBIX
or 200 643 4eAoBeK, paCIPOCTPAHEHHOCTh BEPOATHBIX MATO-
FeHHBIX BAPHAHTOB MyTal[Ui C TIO3AHUM HAYAAOM COCTaBHAR
1 u3 § 732, a MyTarjuii, BbI3BIBAIOIIMX KAaccudecKyio bO, — 1 u3
200643 [6]. AHAAOTHYHO MCCAEAOBAHUS PACIPOCTPAHEHHO-
cTu BapHaHTOB reHa GLA B mporpamMmax CKPMHHMHIA HOBO-
POXAEHHBIX BBIIBUAM BBICOKYIO PAaCHPOCTPAHEHHOCTh MyTa-
LM, BBI3BIBAIOLINX 3a00AeBaHus: OT 1 Ha 1250 HOBOPOXKAEH-
HBIX My>XCKOTO roaa Ha Taitsane oo 1 Ha 21973 8 CIIIA [7, 8].

Pacnipocrpanennocts BO B crenpmasbHO 0TOOpaHHBIX
KAMHMYECKHUX MOMYASIIUAX ¢ mposBieHHamMu b sHaunTeAn-
HO Bblme. ABa HEAQBHUX KOTOPTHBIX MCCAEAOBAHMSA ITOKa3a-
AH, YTO CPeAH ITAIMEHTOB C TUIepPTpOdueil AeBOIO KeAYAOU-
xa (TAXK) pacnpocrpanennocts BO® cocrasaster 0,9 u 0,3%
[9, 10]. Pacnpocrpanennocts BO npu neobwsacaumoit TAXK
Bbie U BapbupyeT oT 2% B Kanape u Tonkonre [11] a0 4%
B Yexunm [12].

®epmenTosamecrutesstas rtepamus (O3T) ¢ mare-
pOHHOI1 Tepanuell (HapUMep, MUTaAACTaTOM) HAU 6e3 Hee
AASL IPEAOTBPAIIIEHHUSI U/ HAU 3aAEPXKKH IIPOrPeCcCHPOBAHUS
IIOYEYHbIX, CEPAEYHBIX U IIepeOpPOBACKYASIPHBIX IIPOSIBAE-
HUI SIBASIETCSI OCHOBHBIM IIOAXOAOM K AedeHHUI0 60AbHbIX BO.
OKCIIepThl PEKOMEHAYIOT KaK MOXXHO paHbine HaduHaTh O3T
y Bcex My>xuuH ¢ BO (BkAIOYas AeTeil U MAIMEHTOB C TEPMH-
HaabHOM crapmedi XBII, HaxoasAmuxcsa Ha AMaAu3e U Ilepe-
HECIIMX TPAHCIIAAHTALUIO TIOYKH), & TAKKE Y XKEHIJUH C KAHU-
HUYEeCKUMH MPOSIBACHISMU 3a00A€BAHUS, IIOCKOABKY BCe
OHH HAXOASITCS B TPYIIIIe BHICOKOTO PHCKA PasBUTHUS 3a00Ae-
BaHMI1 [TO9EK, CEPALIA M COCYAOB TOAOBHOTO Moara [13].

B Poccuu pocrymHo aBa npemapara aoast O3T — araacupasa-
aabda (a-Gal A) M araAcuaasa-6era. Araacraasa-aabda cospaeTcs
U3 KAETOK YeAOBEKa, 2 AraACHAA3y-0eTa IIPOU3BOAST IIPH [IOMOILY
KYABTYPBI KAeTOK KuTaiickoro xomstaka. C 2023 r. saperucrpupo-
BaH IIePBbIIl POCCUICKHIL IIPEIApaT Ha OCHOBE araACHAA3bI-0eTa
[14], KOTOpBIT AOCTYIIEH IALMEHTaM B PAMKaX PETMOHAABHBIX
IIPOrPaMM ABI'OTHOTO A€KAPCTBEHHOTO ObeCIedeH s,

B HepaBHeM cHCTeMaTHYeCKOM 0030pe, BKAIOYABIIEM
11 mccaepoBaHuUM, MPOAEMOHCTPUPOBAHO, YTO CTOMMOCTD
BepeHus nanueHToB ¢ bO Moxer pocturars 230 ThIC. €BpO
B roA. IIpuueM oHa He 3aBHCHT OT BHAQ CIlelUpHUIECKOM Te-
paIuy, HO CBsI3aHA C HAAMYHEM OCAOXKHEHHUH B BUAE TIOpae-
Hus TI0YeK U/ uam cepana [15].

X0Ts1 y 6OABIIMHCTBA MTALIEHTOB C KAACCHYECKHM BapHaH-
ToM B HabAIOAAIOTCS TUITHYHBIE pAaHHHUE MIPOSBACHUS 60Ae3-

IenTpasbnast nastocTpanust. BoamosxsHocru ckpunuara 6oaesun Pabpu: omsit Psi3anckoit 06aacTn

BO3MOXXHOCTU CKPUHWHTA BONE3HN ®ABPU: OMbIT PA3AHCKOW OBJTIACTI
OTKPbITOE MNPOCMEKTMBHOE HECPAaBHUTENbHOE UCCNIeA0BaHMe

MepBuYHasA grMarHocTuKka

B I'BY PO «OKKI» (mo 28 gHen:
SxoKrI 1 MPT (npv Heo6xoanMOoCTH)

+ OL|eHKa aKTUBHOCTM PpepMeHTOB

1 MeTabonuToB

(o-Gal A n Lyso-GB3)

HDoo6cnegosaHne B MTHL

um. H.MN. BoukoBa no npodunio
ANs OLUEHKN He0bXoaNUMOCTH

1 003bl 3aMeCTUTENIbHON
Tepanun (ob6cnegoBaHne

no 30 gHen)

MaywneHT, 43 roaa;

Ds: MmnepTpoduyeckasn Kapguommonatus

o PefKve npecuHKonanbHble COCTOAHMS,

«rpy6ble» yepTbl NULA.

Mukpoanbbymunypua, CKO - 39,3 mn/mnn/1,73 m?
BapwmaHT HykneoTugHoOM nocieqoBaTeibHOCTH

B 3K30He 5 reHa GLA B romo-/remun3nroTHOM COCTOSIHUW,
NPUBOAALLMI K MUCCEHC-3ameHe Asp234Gly.

Mopo3peHune Ha 6onesHb Dabpu
B NonAnKnnHukKe (0o 14 aHen: JKI +
IxoKT + obwunin aHanmn3 Kposm +
OGUOXVMNYECKMIA aHANN3 KPOBM +
KOHCynbTauua odpTanbmosnora)

Y 4 nauneHTOB BblABNEHA
CHUXEHHaA aKTUBHOCTb
anbda-ranakrosnaasbl A

e 53 MyXUWH 1 72 }KeHLLNHbI
e CpegHuin Bo3pact 63,1+11,3 roga
e 2 pneten, Bo3pacT 12,5+3,5 roga

~

Y 1 naumneHTa
noaTBepannacb
6one3Hb Gabpu

Bbnarogapsa ynyulieHmnio 3HaHUi
0 Npu3HaKax peaknx (opdax-
HbIX) 3a60NeBaHNI, a TaKXe
NPonMcaHHOW MapLIpyTh3aLmm
NnaLMeHTOB AOMONHUTENIbHO
ObInn BbIAABNIEHbI 5 NALMEHTOB
C «<HETUMUYHOWN» BONE3HbIO
®abpn.

L
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Pucynok 1. MapmpyTusanus nanueHToB ¢ 60ae3ubio Oabpu B Pazanckort obaacTu

IToao3peHnue Ha 60ae3Hp Pabpu
B moAukaunuke (A0 14 ameit: KT +

9x0KT + o6muit aHaAu3 KPOBHU +
61OXMMUYeCKHIT AaHAAU3 KPOBH +
KOHCYABTaLHs 0PTAABMOAOTA)

IlepBu4Has AHarHOCTHKA
BIBY PO «OKKA>» (a0 28 amet:
9xoKI' u MPT
(mpu HeobxoAUMOCTH ) + OLleHKA
AKTUBHOCTU pepMEHTOB
u Mera6oauToB (a-Gal A u Lyso-GB3)

Aoob6caepoBanne B MTHIT
um. H.II. BoukoBa mo mpo¢uaro
AAS OLIEHKH HEO6XOAUMOCTH
U AO3BI 3aMECTHUTEABHOM
Tepanuu (06CAeAOBaHHe Ao 30 AHeﬁ)

KT - aaexrpoxapauorpadus; IxoKI' — sxokapauorpa¢us; TBY PO «OKKA>» — I'BY PO «O6AacTHOM KAMHUYECKHUIT KAPAMOAOTH-
JecKuii Aucrancep>; MPT — marHuTHO-pe3oHancHast ToMorpadust; a-Gal A — aabda-rasaxrosupasa A; Lyso-GB3 — auzoraoborpu-
aosuacuurosud; MI'HIT um. H. 1. Boukosa - ®TBHY «Mepnko-reHeTH4ecKkuii Hay4HbIi LeHTp UM. akaa. H. IT. BoukoBa.

HH, TaKMe KaK aKpoIlapecTe3|H, aHTHOKepaTOMbI MAW TMITIOTH-
ApO3, TeM He MEHee AMArHO3 OOBIYHO YCTAHABAMBAIOT C HOADB-
IO 3aA€PIKKOM, UTO OTPakaeT IMAOXYI0 HHPOPMHPOBAHHOCTb
Bpayeil 0 peAKux 3a60AeBaHusAX, B ToM arcae o BO [16].

TakuM 00pa3soM, AASL TIOBBILIEHHsS BbIIBASIEMOCTH IIAliH-
enToB ¢ b® 1 HavaAa paHHeH 3aMeCTUTEAbHOM TepamtH C Ije-
ABIO TIPOQMAAKTHKM OCAOXKHEHHMH M YBEAMYEHHUS IIPOAOA-
JKUTEABHOCTH SKH3HH I]eAeCOO00Opa3HO aKTHBHOE BbIIBAEHHE
AJQHHBIX [TALJUEHTOB, T. €. IIPOBEAeHHEe CKPUHIHTA.

B Hacrosimee Bpems B PsizaHckoit obaacTy BbisiBAeH 1 ma-
reHT ¢ bO. PacueTHOE YHCAO MAIIMEHTOB AASI AAHHOTO PErH-
oHa cocTaBasieT 10-28 yeaoBek.

Leas

OrneHka Bo3MoxxHOCTell ckpuHHHTa B® B OTA€ABHO B3sI-
ToM peruoHe Poccmiickont Oepeparyn.

Marepnaa u MeTOADI

HccaepoBanre NpOBOAUAOCH KaK OTKPBITOE IIPOCTIeKTHB-
HOe HeCPaBHUTEABHOE.

ITarmeHTa BKAIOYAAM B MCCAGAOBAHHE IPH COOAIOACHHH
npasua GCP (Good clinical practice — xauecTBeHHOMN KAU-
HUYECKO! TPAKTHKH), eCAM OH COOTBETCTBOBAA KPUTepH-
M BKAIOYEHHS U He UMeA KPUTepUeB OTKAa3a OT BKAIOUEHHS.
KaXABIIl IPHUTAAIIEHHBIN AASL YIACTHS B MCCAEAOBAHUM ITa-
IIUEeHT OBIA IIOAHOCTBIO HMPOMHGOPMUPOBAH B AOCTYIIHOMN
AAS IOHEMaHHS popMe (YCTHOI M MMCHMEHHO) O IEAU U Xa-
paKTepe MCCAGAOBAHHS, IIOCAE Yero AAA CBOE IHChMEHHOe
UHPOPMHPOBAHHOE COTAACHE HA YYACTHE B MCCAEAOBAHHU.

Kpumepuu sxarouenus 6 uccaedosarue: Bospact 25-85 aeT;
HAAWYHE OAHOTO MAM HeCKOAbKuX Kpurepues: I'AOK >13 Mmm
(Toamuna sapmeit crenxku AJK) 6es TsKeAol rMmepTOHH-
4eCKOM 00Ae3HM; MHCYABT 0e3 BUAMMBIX IIPUYMH B aHAMHe-
3e; mepuepuuecKuil 60AeBON CHHAPOM B PaMKaX AHCTAAb-
HOH NMOAMHEeHPOIATUH C IPeuMyIeCTBeHHbIM TTOpaXKeHneM
TOHKHMX BOAOKOH; npusHaku B® mpu $usukaspHOM 06cAe-
AOBAHMHM — Ipy6ble YepThI AMLA; aHTHOKepaToMbl (BHYTpeH-
Hsisl IOBEPXHOCTD Oeaep, KHCTH, )KUBOT, CAUBUCTas 000A0UKa
POTOBOI1 IOAOCTH); HapylleHHe TePMOPETyASLIUH; HAAMIUE
XBII, ycraHOBAGHHOI COTAACHO KAMHHYECKHM PEeKOMEHAA-
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M MunncrepcTBa 3ppaBooxpanenus Poccuiickoit Qepe-
paluu B ACHCTBYIONIEHN PEAAKITUHM.

Kpumepuu omkasa om eéxarouenus: ocTpoe yrpoxaromjee
XKH3HH COCTOSHME Ha MOMEHT IIOAITHCAHHS HHPOPMHPOBAH-
HOT'O COTAACHS; HEBO3MOKHOCTD IIPOBEACHHS IIPOLIeAYp HC-
CAGAOBAHIS; OTKA3 MAIfHeHTa OT COTPYAHUYECTBA C KOHKpeT-
HBIM HCCAGAOBaTeAeM; IAIIMeHT SIBASeTCS IIAIlMeHTOM IICH-
XHMATPUYECKOM KAMHUKM; TAIUEHT SIBASETCS COTPYAHHKOM
OPTaHOB BHYTPEHHHUX ACA HAU BOSHHOCAYIKAIIVIM.

Kpumepuu uckaronenus: pelreHve maryeHTa BHIObITH U3 HC-
CAGAOBAHUSL

Y BcexX NaIMeHTOB IIOCA€ BKAIOUEHHMS B HCCAGAOBAHHE
YTPOM HaToOIaK 6paAr 0OpasLbl BEHO3HON KPOBH U3 KyOu-
TAABHOTO KaTeTepa AASl IIOAYYeHHUS CBIBOPOTKH, KOTOPYIO
3aMopaxuBaAu npu Temneparype —80°C A0 mpoBepeHUs
aHAAM3a U XpaHUAHU He Ooaee 14 cyT. AxtuBHOCTD a-Gal A
B CBIBOPOTKE KPOBH aHAAM3HPOBAAU C TIOMOIIBIO KOMMepye-
ckoro Ha6opa npoussoacTsa Abcam (CIIIA) Ha 6ase [THUA
OI'BOY BO «Psas'MY» Munsppasa Poccun. AKTUBHOCTD
a-Gal A 6oaee 1,89 MKMOAB /A /4 CYMTAAN HOPMAABHOIL.

AOIIOAHNTEABHO AKTUBHOCTb (epMeHTa OIpPeACASAU
y 3 3A0pOBBIX AOHOPOB (KOHTPOAB).

YV manueHTOB C BBIABACHHOM CHIDKEHHOM AKTHUBHOCTDBIO
a-Gal A mpoBoauan reserudeckoe tecruposarue B QI'BHY
«Meanxo-reHeTHYeCKUI HayYHBIA IleHTp uM. akap. H.IL Bou-
KOBa> AASI BBIIBACHUS MyTauuil B reHe GLA MeTOAOM Macco-
BOTO MapaaaeAbHOTO cekBennposanus MiSeq (Illumina).

CaepyeT oTMeTHTD, 4TO CKpHHUHT Ha B® B pernone co-
IPOBOXAAACS] 06Pa30BaTeAbHbIMU MEPOIIPUSTHSIMU IO AVI-
arHOCTHKe HamboAee pacmpOCTPaHeHHBIX peakux (opda-
HBIX) 3200A€BaHH Y BBPOCABIX, 3 TakXe GbIA IPOIMCAHA
MapuipyTusanus nanuentos ¢ BO (puc. 1). Y Tepanesros
U KapAHOAOTOB TakoKe OBIAQ BO3MOXKHOCTb OTIIPABASITDH
«CyXHe>» IATHA KPOBHM HANpPSMYI0 B pedepeHC-IIeHTPHI
AAst amarHocTuku BO u Apyrux 3aboaeBaHuil, compoBo-
sxaaromuxcs I'AK.

IToAyuenHble paHHBIE 0OpPAOATHIBAAM C IIOMOIIBIO IIPO-
rpammst StatSoft STATISTICA 13.0 (CIIA) u Microsoft
Excel for MAC ver. 16.24 (ID 02984-001-000001). Koau-
JeCTBeHHbIe AAHHBIE IIPEACTABACHBI B BUAE CPeAHero apuo-
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METHYECKOIO M CTAaHAAPTHOI'O OTKAOHEHMS, Ka4e€CTBEHHbIE
IIPHU3HAKH — B BUAC YaCTOT U AOAEH B IIpOIE€HTAaX.

PesyabTarni

Bcero B mccaepoBaHHe ObIAM BKAIOYEHBI 128 deAOBeK.
Us mux 3 (2,3%) — 3A0poBble AOHOPBI (KOHTPOAbHAS IPYII-
ma), 125 (97,6%) — maruenTs ¢ mopo3penuem Ha BO. Ae-
Morpaduyeckas XapaKTepHCTHKA ITAIIMeHTOB IPeACTaBACHA
B TabAuIie 1, KAMHUYECKas XapaKTePUCTHKA — B TabAuIle 2.

AxruBHOCTh a-Gal A y mariMeHTOB, BKAIOYEHHBIX B HC-
CAeAOBaHMe, OTpakeHa B Tabawmije 3. 32 HOpMaAbHbIE 3HA-
YeHHs aKTHBHOCTH ¢epMeHTa
>1,89 MxmoAb/A /4 [17].

B cpeanem axruBHOCTH a-Gal A y marmeHToB, mpomrea-

IIPUHUMAACS  YPOBEHD

IIMX CKPUHHUHIOBOe OOCA€AOBaHME, He OTAMYAAACH OT Ta-
KOBOH Y 3A0OPOBBIX AOOPOBOABILIEB. Y XKEHIIMH HMEAACh TeH-
AGHIIMS K CHIDKEHUIO, OAHaKO 3HAueHUs CyIeCTBEHHO
IIPeBBIIIAAN IIOPOroBbIi ypoBeHb. M3 125 marnmenTos, npo-
IIEAINX CKPUHUHIOBOE OOCAEAOBAHHE, TOABKO y 4 BbISB-
AeHa cHYbKeHHas aktuBHOCTh a-Gal A po 1,71; 0,78; 0,44;
0,60 MKkMOAB/A/4. Y 1 U3 HUX IIPU IIOBTOPHOM HCCAEAOBA-
HUM B pedepeHC-IIeHTpe aKTHBHOCTb (epMeHTa COCTAaBHU-
Aa 0,01 MkM/A/4 (HopMa 0,8-15 MKkM/A/4). Konrenrpa-
U MeraboAuToB (TAOGOTPHAO3UAIIEPAMHAR) COCTABHAA
96,26 ur/ma (Hopma 0,05-3,0 Hr/MaA).

MeTOoAOM CEKBEHUPOBAHUS OBIA BbISIBACH He OIMCAHHBIN
paHee KaK IIATOTEHHBIH BAapHAHT HYKACOTHAHOH IIOCAEAO-
BaTEABHOCTH B 9K30He 5 reHa GLA B roMO-/TeMU3UIOTHOM
COCTOSIHMH, HPHBOASIIUI K MuCCeHC-3aMeHe Asp234Gly.
KoMmaekcHasi OIleHKa ITATOTEHHOCTH METallpeAUKTOpaMH
MetaSVM u Metal.R nmoxasaaa, YTO AQHHbIN BApHAHT SIBAS-

Tabauna 1. AeMmorpaduyeckast xapakTepUCTUKA
HAIJHeHTOB, BKAIOYEHHDIX B UCCAEAOBAHIHE

ITokasaTeap 3nauenue
KoAM4eCTBO MaleHToB, 125
BKAIOUEHHBIX B HCCAGAOBAHHE, N
My>xuunst, n (%) 53 (42,4)
Kennuusr, n (%) 72 (57,6)
Bapocasie, n (%) 123 (98,4)
Bospacr B3pocasix, roast (M+SD) 63,1£11,3
Aeru, n (%) 2 (1,6)
Bospacr aereit, roast (M+SD) 12,5%3,5

Tabauna 3. AKTUBHOCTD aAba-raAaKTO3UAA3BI A
y IAITMeHTOB, BKAIOUYEHHBIX B ICCAEAOBaHHe

AxTuBHOCTD a-Gal

IToxa3arean Ry
KouTpoas, n=3 5,56+1,54
Bce manmenTs! ¢ mopo3penneM Ha BO, n=125 5,36%2,6
Myskunnsl ¢ mopo3penreM Ha B®, n=53 6,13+3,29
JKenmuns! c mopo3penneM Ha BO, n=72 4,53+2,39

eTcs naroreHHbIM. Ilo cOBOKYITHOCTH CBeAGHUI AQHHBIN Ba-
PHAHT CAGAYeT PacLieHUBaTh KaK BEPOSTHO IIATOT€HHBIMH.

Oror marmeHT 43 AeT HaOAIOAAACS B TedeHHe 12 AeT y Kap-
AHOAOTa C AUaTHO30M THIEPTPOPHIECKast KAPAHMOMHOIATI
C AATEHTHO! OOCTpyKIjHei BbIXOAHOTO TpakTa AXK 1M «msr-
Kas>»> apTepUaAbHAs TUIIEPTEH3Hs, II0 IIOBOAY KOTOpPOH OH
IPUHUMAA MHTHOMTOPBI aHTMOTEH3UHIIpeBpaIaomero dep-
MeHTa C THA3HAOIOAOOHBIM AMypeTHKOM. lleAeBbie ypoBHH
APTEPHAABHOTO AABAEHHUSI OBIAML AOCTUTHYTBHL CHMIITOMOB,
KPOMe PeAKHX [IPEeCHHKOIIAABHBIX COCTOSIHHIL, He 6bIAO, 00pa-
IJAAY Ha Ce0sl BHUMAHHe «IPyOble> depThl AULjA. APYTUX IIpU-
3HaxoB B® He Ob140. TPIKABI «Cyxue> ISITHA KPOBU Ha OLI€H-
Ky akTuBHOCTU a-Gal A OTIpaBASIAMICH B pedepeHC-LIeHTp —
pesyAbTaT 6blA OTpHULIATEABHDIH (BO BCEX CAYYasX — HYDKHSS
rpaHuUIa HOPMBI aKTHBHOCTH depmenTa). B mocaepnue 3 ropa
IIOSIBUAKCH MHKPOAABOYMUHYPHSI, APTPAATHH, CAAOOCTD, B Te-
JeHHe IIOCAEAHUX 2 AeT CTaAd CHIDKATBCSI CKOPOCTD KAYOOUKO-
Boit puabrparuu (CK®D). B Hacrosmee pems CK® (o dpop-
myae CKD-EPI) — 39,3 Ma/mun/ 1,73 M2, 9TO COOTBETCTBYeT
XBII crapnu 3B. Ha aToM $poHe mpeATIpyHsTa IOBTOPHAS 110-
IIBITKA OLleHKU akTUBHOCTH a-Gal A ¢ reanto uckarouenusa b .
PesyAbTaTbl MCCAEAOBAHMIT TPEACTABACHBI BbIIIE. AAHHOMY ITa-
IIMeHTY AAHHPYeTCs Ha3HAYeHHe CIeIMPHIeCKOH TepaIInH.

Taxum 06pa3oM, IpU CKPHHUHTOBOM OOCAEAOBAHMH IIa-
IIMeHTOB C IoAo3peHHeM Ha B® pacmpocrpaneHHOCTD Maro-
Aoruu cocTaBraa 1/12s, . e. 0,8%. OpHAKO B paMKax paboThI
o pnarHoctuke 5@ B perrone 3a 310 BpeMst 6Aaropapst yayd-
IIEHHMIO 3HAHMI O MpHU3HAKaX peakux (opdaHHbIX) 3aboae-
BaHUM, a TaKKe IMPOIMCAHHON MapIIPyTU3alUH IIAIINeHTOB
C BO3MOXKHOCTDBIO OLIeHKHU ITaHEAW aKTHBHOCTH (pepMEHTOB
u MeTaboAMTOB 3ab60AeBaHMiI, compoBoxkparommxcs ['AXK,
BBISABAEHBI S MAI[MEHTOB C «HeTHnuyHoi» B® (LleHTpass-
Hasl MAAIOCTpPALIUSA).

Ta6anna 2. Kaunndeckas xapakTepUCTHKA TALJHEHTOB,
BKAIOUEHHBIX B HCcAepoBaHue (n=125)

IToxasaTean A6c.uncao %
lunepTpodus AeBOro sKeAyAOuKa 122 97,6
Panee ycTaHOBAGHHas 4 32
THIepTpOPUIeCcKast KAPAMOMHUOIATHS ’
ApTepuasbHas rMIIePTEH3HA 120 96
IIpuem aHTHIHIIEpTEH3UBHBIX IIPEIIAPaTOB 111 88,8
XpoHmyeckast 60Ae3Hb II0YEK 92 73,6
CK® <60 ma/mun/1,73 M? 83 66,4
IIpoTeunypus 3 24
XpoHudeckas cepAedHast HeAOCTATOYHOCTb
¢ coxpaHeHHOU {paxiuest BbI6poca 83 66,4
AEBOTO XEAYAOYKa
Ocrpoe HapyuIeHHE MO3TOBOrO 6 48

KPOBOO6PaIIIeHI/Iﬂ B aHaMHeE3e

Haaunune pannux cumnromos B® (anruoxepa-
TOMBI, HellpomaTuyeckue 60Au, cy6debpran- 2 1,6
TeT, KepaTOIaTHSL, THITO- / AHTHADPO3)

B® - 60ae3up Pabpm.
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CK® - ckopocTs kay60oukoBoit ¢puaprpanun; BO — 6osesus Pabpu.
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O6cyxxaeHune

B paMKax HaCTOSIIIETO NCCAEAOBAHUS BBITIOAHEHO CKPUHUH-
roBoe o6caepOBaHMe MarueHToB Psa3anckoit obaactu Ha BO.

Mo pamubmv C.B. Mouceesa u coasr. (2017) [17], pac-
npocrpaHeHHOCTh BO cpean S 572 nmanueHToB, MOAyYarOMUX
HOCTOSIHHYIO TepaIIMIo AuaAnu3oM, B Poccuu cocrasuaa 0,36%.

B ApyroM mDpoOCHeKTHBHOM HCCAGAOBAaHUH OLl€HHBA-
Aacp akTHBHOCTD a-Gal A B BBICYLIEHHBIX IITHAX KPOBH
y 1835 manuenros ¢ XBII S cTapun (15% — aopmasmsHbIE
nanueHTs), 74% My>KYUHBI, CpPeAHMI BO3pacT SS5E12 aet.
PacnpocTpaHeHHOCTb IIATOAOTHH B AQHHOM HCCACAOBAHUH
cocraBuaa 1:392 (0,26%). O6caepoBaHUE POACTBEHHUKOB
ITO3BOAMAO BBIIBUTb B O B 2 AOITOAHUTEABHBIX CAYYasX [18].

B HacTosmem HMccAeAOBAHHM pacIpoCTpaHeHHOCTh b
cocraBuaa 0,8%, 4TO BBINIE, YeM B MIPEABIAYLIUX HCCAEAOBA-
HUSIX, X MOXET OBbITh CBSI3aHO C H0A€ee TIJaTEABHBIM OTOOPOM
HAITEeHTOB AASl IPOBeACHHs CKpHHHUHTA. [loaTBepsKAarommmit
AuarHo3 B® 3aBucur ot akruBHOCTH a-Gal A 1 aHaam3a Myra-
it GLA. Y marnyeHTOB My>XCKOTO ITOAQ TIEPBBIM IIArOM AMa-
raocruku B sBasieTcst usmepenne akrusHocTH a-Gal A, xoro-
pas Moxer OBITb AMATHOCTUYECKOM U M3MEPATHCS B ACUKOLMTAX,
TAa3Me MAM BBICOXIIMX Karasix kKposu [19]. XapakrepHo, 4o
y TAIJUeHTOB MYXKCKOTO IoAa ¢ Kaaccudeckort b® ypoBHu ax-
TuBHOCTH a-Gal A oueHb HU3KHe MAU HeoIIpeAeAsieMble 1 O0bId-
HO cocTaBAsioT MeHee 3% oT Hopmbl. Hamporus, yposau ax-
TuBHOCTH a-Gal A 0OBIMHO BbllIe IIPH MTO3AHKX BapHaHTax B,
HO 06b14HO cocTaBAsIOT MeHee 30% oT Hopmsi [ 16].

Cpean TAIlMeHTOB >KEHCKOTO IIOAA H3-32 CEACKTHBHOM
X-uHakTHBaLuU aKTUBHOCTH a-Gal A urpaer 6oaee orpaHu-
YeHHyI0 poAab B auarHocruxe b®. B opHOM HccaepoBaHHU
>KeHIUH ¢ B® ¢ ucroab3oBaHneM TPaAUILIMOHHBIX pedepeHT-
HbIX 3Ha4yeHHi akTHBHOCTU a-Gal A mporHocrHyeckas reH-
HOCTb IIOAOXKHMTEABHOTO PEe3YAbTaTa OIPEACACHHS HH3KOH
aktuBHOCTH a-Gal A B maazme cocraBraa 94%, a IporHocTU-
JyecKas [[eHHOCTb OTPHUIIATeABHOTo pe3yabrara — 74 %. Taxum
obpasom, ckpunuar BO y sxenmun no akrusHocTH a-Gal
A ¥IMeeT AUIITb BTOPOCTEIIEHHOE 3HAUYeHHe.

Anaans rea GLA Heob6XOAUM IaLMEHTaM KaK MYXKCKO-
T0, TaK M >KEHCKOTO IT0AQ; OAHAKO Y MAIJHEHTOB MY>KCKOI'O II0-

AQ OH SIBASIETCSI TIOATBEPIKAQIOIIUM ITOCA€ OOHAPYIKEHHUST HH3-
KO¥1 akTHBHOCTH d-Gal A, TOoraa Kak y marjueHToB XeHCKOTO
moAa aHaAu3 GLA 0OBIMHO SIBASIETCS IIEPBBIM IIIATOM B yCTa-
HOBAeHMH Auaraosa B® [20].

Crour ormeruts, uTo B Poccuiickoit QPeaepainuu cyme-
CTByeT OpPraHM30BAaHHAsI CHCTeMa AeKApCTBEHHOro obecrre-
9YeHMS AASL ABTOTHBIX KaTeropuii rpaxkpas. [Ipu arom HOpMa-
THBHO-NIPABOBOE PeryAUpPOBaHHE HAXOAUTCA B Ipoljecce I10-
CTOSHHOTO COBEPIIEHCTBOBAHHSA ITyTeM IPHHATHUS HOBbIX
3aKOHOAATEABHBIX AKTOB M BHECEHHUS H3MEHEHHH B Cylle-
creytomue [21,22].

3akArueHHe

IIpu npoBeaeHNM CKpUHUHTA cpeAr 125 manueHToB ¢ mo-
AospeHueM Ha 6oaesup Pabpu: runepTpoPHs AEBOro XKeAy-
AouKa 6oaee 13 MM 6e3 TSDKeAON THIIePTOHUIECKOF 60Ae3HH;
HHCYABT 6e3 BUAUMBIX IIPUYUH B aHAMHe3e; eprudepruecKuit
00AEBOI CHHAPOM B PaMKaX AMCTAABHOM IOAUHENPOIATHU
C MPeNMYIIeCTBEHHBIM ITOPAXKeHHEM TOHKUX BOAOKOH; IPH-
sHaku 6osesHn Pabpu npu GU3HMKAABHOM 00CAEAOBAHHU
(rpy6ble uepThI AULja; aHTHMOKepaTOMBI (BHYTPEHHSIS TOBEpX-
HOCTb OeAep, KUCTH, XXHBOT, CAUSHUCTAs 000AOYKA POTOBOM
TIOAOCTH); HAPYUIEHHS TePMOPETYASILIH; HAAWYHe XPOHHYe-
CKOI1 6OA€3HH TIOYEK) YAAAOCH TIOATBEPAUTD AMArHO3 y 1 ma-
meHTa, 9to cocraageT 0,8%. Aas yBeandenus apdexTus-
HOCTU CKPHHMHIA HEOOXOAMMO He TOABKO IIPEAOCTaBACHHE
BO3MOXXHOCTH AMArHOCTUKU PEePMEHTOB U METAOOAUTOB, HO
U IpOBeAeHHe 00pa30BaTeAbHBIX IPOrpaMM ¢ GOPMUpPOBa-
HHEM MapIIPYTU3AIMH IAIIUEHTOB C MOAO3PEHHMEM Ha peA-
xue (opdaHHbIe) 3a60A€BaHNS, CONPOBOXKAAIOLIMECS TUIIep-
Tpoduer AeBOTr0 XKeAyAOUKa.

DQunancuposanue
Hccaedosanue nposedero npu noddeprcke
komnanuu Ilemposaxc.

Kongauxm unmepecos ne 3assnen.

Crarpsamocrynuaa 10.02.2025
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