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BeepeHue. HecMoTps Ha COBpEMEHHbIE JOCTUKEHUS [UATHOCTUYECKUX TEXHONOT WA, Npobaema pacnpocTpaHeHHOCTY rena-
TONEHTUKYNSAPHOII gereHepauuu ([T10), unu 6onesnn BunscoHa—KoHoBanoBa, octaeTcs akTyansHoii Bo Bcem mupe. Knuuu-
YeCKMIl U Hay4HbI MHTEPEC K 3NMAEMUONOTMYECKUM UCCNeS0BAHUAM BapbUpyeTcs Kak B PO, Tak 1 B pa3nnyHbIX CTpaHax.
Lienb pa6oTbl — u3yyeHue pacnpoctpaHeHHoctu 11, 8 nonynsauumu Poccuitckoit Pegepaumnu u 3apybexHbix CTpaH Ha co-
BpEMeHHOM 3Tane.

Marepuans! u meToabl. B paboTte npefcTaBieH aHanu3 pe3ynLTaToB 3apybexHbIX 3NMAEMUONOTNYECKUX UCCNEL0BAHNMI
N[, ony6nukoBaHHbIx B 6a3ax aaHHbix eLibrary, Google Scholar, PubMed, Springer, Scopus, Elsevier, Oxford Press, Clinical
Case, Cochrane, Science Direct B nepuog c 1 sHBaps 2018 r. no 1 uioHs 2023 r.

Pe3synbTatbl. Bcero npoaHanusnposaHsl 14 3nMAeMUONOrMYECKUX UCCNef0BAHNIA, BEINONHEHHBIX 33 pybexom. Pacnpo-
cTpaHeHHocTs 1] (B pacyeTe Ha 100 Teic. Hacenenus) konebnercs ot 4,1 8o 6,4 cnydaes B CeBepHoit u KxHo AMepuke,
ot 1,44 o 9,00 cnyyaes B EBpone v o1 1,79 po 4,81 cnyyaes B A3uu.

3aknioueHune. Pe3ynbTathl 3NUAEMUONOTUYECKUX UCCNe0BaHMIA pacnpocTpaHeHHocTu [J1]] 3aBucenu ot Au3aiiHa u me-
TOJONOTUMW: NPU UCNONb30BAHWUMN METOAA FEHETUYECKOr0 CKPUHUHTA HaceneHus Ha [J1[] nokasaTtenu pacnpocTpaHeHHOCTH
OblNM HAMHOTO BbIlE 3a CYET BbIABEHWUS PaHHUX CTaauii 3aboneBaHunii (beccumnToMHbix dopm) u gocturanm 40,0 cny-
yaes B cTpaHax EBponbl 1 19,6 B cTpaHax A3uu Ha 100 TbiC. HaceneHus.

KnioueBble cI0Ba: renatofieHTUKyNApHas aereHepauus, 6onesHs BunbcoHa—KoHoBanoBa, MeTabonnsm meau, kazyanoHas
MyTaums B reHe ATP7B, 6eccumntomHas hopma 60n1e3HK, HEBPOSOTMYECKME HAPYLUEHUS, IKCTPaNMpaMuaHble NPOsBAEHUS,
optaHHoe 3a60/1eBaHNe, pacNPOCTPAHEHHOCTb, YACTOTA BCTPEYAEMOCTH, IMUAEMUONOTUS
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Introduction. Despite modern advances in diagnostic technologies, the problem of Wilson (WD) disease prevalence
remains relevant in the world; clinical and scientific interest in epidemiological studies varies in the Russian Federation
and in different countries.
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The aim. To study the prevalence of WD in the population of the Russian Federation and foreign countries at the present
stage.

Materials and methods. The paper presents an analysis of the results of domestic and foreign epidemiological studies
of WD published in the eLibrary, Google Scholar, PubMed, Springer, Scopus, Elsevier, Oxford Press, Clinical Case, Cochrane,
Science Direct databases from January 01, 2018 to June 01, 2023 year.

Results. In total, 14 epidemiological studies were analyzed. In the countries of North and South America, the prevalence
of WD is from 4.1 per 100,000, up to 6.4 per 100,000 and in European countries from 1.44 per 100,000 to 9.0 per 100,000,
in Asian countries — from 1.793 per 100,000 to 4.81 per 100,000.

Conclusion. Results of epidemiological studies prevalence of WD depended on design and methodology: with using the
method of genetic screening of the population for WD, the prevalence rates were much higher and reached 40 per 100,000
in Europe, 19.6 in Asia due to detection of early stages of disease development (asymptomatic forms).

Keywords: hepatolenticular degeneration, Wilson—Konovalov disease, copper metabolism, casual mutation in the ATP7B
gene, asymptomatic form of the disease, neurological disorders, extrapyramidal manifestations, orphan disease, preva-
lence, frequency of occurrence, epidemiology
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BeepeHue

TenatonentuxkynsipHas nereHepauus (IJI), uam 60-
Jie3Hb Buibcona—KoHoBaioBa, — HacieACTBEHHOE MOHO-
TeHHOE ayTOCOMHO-PEILIeCCUBHOE JeTeHepaTUBHOE 3a00-
JIeBaHUE C MPEUMYIIIECTBEHHBIM ITOPaXKEHNEM TOJIOBHOTO
MO3Ta U TIeYeHU, TPUIMHOMN KOTOPOTO SIBJISIETCST Hapyllie-
HME MeTaboJIM3Ma Me1, 00YCIIOBIEHHOE BaprabeTbHBIMU
Kay3aJIbHbIMU MyTauusiMu B rene ATP7B [1]. Y TJII mu-
POKMi1 IMamna3oH Bo3pacTa ebloTa, KOTOPBI MOXET Ba-
pbupoBath oT 3 1o 70 net u 6osee, YTO 3aBUCUT OT IKC-
MPECCUBHOCTU (CTEIIEHU IPOSIBJIEHUS TeHa B IpU3HaKe
niv GEeHOTHUIIE), a TAKKE OT XapaKTepa Ka3yaJbHOI MyTa-
1uu B reHe ATP7B. B 6onbiinHcTBe ciyvaeB ae6toT TJI]
perucTpupyercs y naiueHToB B Bo3pacte oT 10 go 20 et
[2, 3]. ITpu aTOM NepBUYHAs AUATHOCTUKA 3a00JIeBaHUS
MOXeT 3HauuTebHO (Ha 10 jieT u 6osee) 3ama3abiBaTh.

CBs13b MEXITy TEHOTUTIOM U (DEHOTUIIOM 3a00J1€BaHUS
CJIOXKHAasl, OTIIMYAETCSI IIUPOKUM MOJTUMOPGU3MOM, T10-
3TOMY €€ MPOI0JIKAIOT U3ydaTh. Cpeir U3BECTHBIX (heHO-
timoB 10 50 % ciydaeB COCTaBISIIOT HEBPOJOTMUYECKIUE
(bopMBI ¢ pa3TMIHBIMU SKCTPATMPAMUIHBIMU HAPYIICHU -
stmu. OJTHAKO B KIIMHUYECKOW KapTUHE OTAETbHBIX (DeHO-
TUIIOB MOTYT Ipe00J1aaTh TaKue HENMCUXOTUIECKUE TICH -
XUYECKUE PACCTPONCTBA, KaK TPEBOTra, ACMPECCHs, U3BMEHEHMSI
JIMYHOCTU, KOTHUTUBHBIE paccTpoiicTpa [4]. M3-3a moinmop-
(bmzma KIMHUYECKMX TTPOSIBJICHUI U TPYAHOCTEN B qra-
rHOCTHKe pacro3Hath [JIJ] Ha paHHMX cTanusIX He Bceraa
ynaetcsi, moatoMy IJIJI 1o HacTOSIIEro BpeMEHU OTHOCST
K 4yKciy penkux 3aboneBaHuii. [loctanosiaeHrem I1paBu-
tenbeTBa Poccuiickoit @enepanviu ot 26 amnpens 2012 T
Ne 403 T'JIJI BkiTroueHa B riepedeHb ophaHHBIX 3a00J1eBa-
Huit (kox E83.0) [5]. Ha camoM neJie 60JbHBIX ¢ JaHHOM
MaTOJIOTHEI MOXKET OBITh CYIIECTBEHHO OOJIBIIIE.

ITpoBeneHre 3MUAEMHUOJOTMIECKIX UCCIeIOBAHUMA
MO3BOJISIET pa3paboTaTh perMoHaJIbHBIC IIPOTOKOJIBI OKa-
3aHUSI MEIMKO-COLIMATIBHOM TTIOMOIIX U JIEKAPCTBEHHOTO
obecrieyeHus 1 MaueHToB, ctpanatoimx [T [6]. [Tpu
pa3paboTKe Au3aiftHa SMMIEMUOIOTMIECKIX UCCIIeIOBaHMIA

HEOoO0XOIMMO YYUTHIBaTh BapradeIbHOCTh BO3pacTa 1e0ro-
Ta U GEeHOTUTIOB 3TOTO 3a00JIeBaHNSI, TOCKOIBKY 3TO MO-
KET CYIIECTBEHHO BJIMSTD Ha IMOJTYYeHHBIC Pe3yJIbTaThl.

Iean 0630pa — n3yyeHne pacnpoctpaHeHHocTH TJ1]1
B nonyisuuu Poccuiickoit @enepaunu U 3apyOeKHBIX
CTpaH Ha COBPEMEHHOM 3Tarle.

Marepuan u metopbl

[MpoaHanm3upoBaHbl Pe3yJIBTaThl 3apYOEXKHBIX STTUIIE-
Muojornyeckux ucciaenoBanuii I'JIJ, omybarkoBaHHbIE
B caeaylomux 6a3ax gaHHbIX: elLibrary, Google Scholar,
PubMed, Springer, Scopus, Elsevier, Oxford Press, Clinical
Case, Cochrane, Science Direct.

KputepusiMu BKITIOYEHUS CTaTeil B aHAIN3 BHIOPAHBI
TTOJTHOTEKCTOBBIE ITyOIMKAIIMK Ha PYCCKOM M aHTJIMCKOM
SI3bIKaX, OPUTMHAJIbHBIE CTaThbU, TEMAaTUIECKHUE U CUCTE-
MaTh4eckKue 0030pbl, KOKpPEHOBCKME 0030pbl, METaaHa-
JIU3bI ¢ nataMu myonukanuu ¢ 1 sasaps 2013 . o 1 utoHs
2023 r. K KpuTepusiM NCKJIIOUEHUST OTHECEHBI TE3UChI KOH-
(bepeH1IMIA, TPETTPUHTHI, TTOJTHOTEKCTOBBIC ITyOIMKAIIUN
Ha IPYruX WHOCTPAaHHBIX si3bIKax. [Touck myOnmkaimii
TIPOBOIIMJICS C UCTIOIb30BAaHUEM KITIOUEBBIX CJIOB M X KOM-
OMHAIMIl Ha PYCCKOM M aHIIMIACKOM sI3BIKax: 0O0JIe3Hb
Bunscona—KonosanoBa (Wilson disease), renatojieHTH-
kynspHas gereHepauus (hepatolenticular degeneration),
pacrnpocTpaHeHHOCTb (prevalence), anuaeMuoaorus (epi-
demiology). HecMoTps1 Ha BCeCTOPOHHMIA TTOMCK, BO3MOX-
HO, OBLIM YITyIIIEeHbBl HEKOTOPBIE MYOJIUKALIMKU JINOO OHU
OBUIM HEJOCTYITHBI B IPOAHATM3MPOBAHHBIX 0a3aX TaHHBIX.
Kpome Toro, B 1aHHbBII 0630p BOLLIM OoJiee paHHUE ITy-
OJIMKaLMK, TIPEeICTaBISIONINE UCTOPUIECKUI MHTepecC,
aHaJIM3 KOTOPBIX MPEACTaBIeH HaMu B pazaeiie «O0cyx-
JIEHHUE».

Pacnpoctpanennocts I'JI[] B peruoHax Mupa, coriac-
HO KJjaccudukaluu, yrBepxiaeHHo BecemupHoit Opra-
Huzanuei 3apaBooxpanenus (BO3) [7], paccuutbiBaiach
C UCIIOJIb30BaHMEM TOKa3aTesieil MPOBeIeHHBIX paHee
(3a nmocaeaHue 10 eT) ucciaenoBaHUIA.
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Pe3synbTathbl

IIpoGaema 3MUAEMUOJOTUYECKUX HCCIeAOBaHUMI
B TOM, 4TO aauTeabHoe BpeMs I'JII] oTHocuaIM K 4yuciay
opdaHHBIX (PEAKMX) HACAEACTBEHHBIX MOHOT€HHBIX 00-
Jie3Hel ¢ paTaabHbBIM UcxonoM [5]. OnHako, 1o Mepe BHe-
JIPEHUsT COBPEMEHHBIX METOIOB MOJICKY/ISIPHO-TeHETYE-
CKOI OMarHOCTUKM, ITOKAa3aTeJIu PaclpoCTPaHEHHOCTH
TJI 3HauWTENbHO YBETUYUIUCH, YTO OOBSICHSIET HE00X0-
JVMOCTb CUCTeMaTU3allMU Pe3yIbTaTOB SMUAEMHUOJIOTH-
YeCKMX MCCIIeNOBAaHMI TOCIEeNHUX JIeT. TeM He MeHee
M3 ONMMCaHHBIX CBhIlIe 700 Kay3aabHBIX MyTallUil B TeHe
ATP7B [8] K HacTosIIeMy BpeMEHU B KJIMHUYECKON MpaK-
THUKE peajbHO MCIOJb3YeTCSl aHAJIU3, BBISBIISIONIMA 10
15 xay3aJbHBIX MyTallMii TeéHa, OTBETCTBEHHOI'O 3a pa3-
Buture ['JI1. YuuTeiBasi TO, UTO JaHHbIE O PACIIPOCTPaHEH-
Hoctu I'JIJI B Halleil cTpaHe MoKa He BBEIEHBI B peecTp
rocyaapCTBEHHOI CTaTUCTUKU [9], cTaTUCTUYECKUE JaH-
HBIE O PACIIPOCTPAHEHHOCTH 3TOTO 3a00JIeBaHUSI, OCOOEH -
HO 110 heiepaIbHBIM OKPyraM M OTAEJIbHBIM CYyObeKTaM
P®, orpaHn4eHsbI pe3ybTaTaMKi PeTUOHATBHBIX HAYYHBIX
HCCIIeI0BaHUI, KOTOPBIE, OTHAKO, HE TIOCBSIIEHBI N3yJe-
Huto snuaemuosoruu I'JII u He cogepKaT OpUrMHaIbHbIX
CBEICHUI O ee pacIpoCTPaHEHHOCTH.

Hamu HaiineHb! 14 anuaeMuoIornyecKrx uccieaoBa-
nuii IJI y neteil 1 B3poCbIX, TPOBEJACHHBIE B 3apyOexk-
HBIX cTpaHax. VX pe3yJbTaThl TakXKe BapbUPYIOTCS B 1T -
POKOM [Malla30He M He Jal0T OJHO3HAYHOTO OTBeTa
00 ucTUHHOM pactpocTpaHeHHOCTH [JI/I.

ITo naHHBIM KJIIMHUYECKOTO UccienoBaHus B bpaswmmn
(2016), pacnipoctpaneHHocTh IJIJ1 B 00LIER MOMYJISALMN
3TOi cTpaHbl cocTaBuia 4,1 ciayyast Ha 100 TeIC. HaceIeHUs
(mayree OyIeT MCIONMB30BaHO cokpanieHue «/100 Teic.») [10].
B Coenunennnix IlTatax AMepuku, coraacHo 6ase JaH-
HbIX «National Inpatient Sample», pacrpocTpaHeHHOCTb
I'JIJ1 6bi1a Beile u gocturia K 2011 . 6,34/100 TeIC. cpe-
JIU B3poCabIX [11].

DIUAeMHUOJIOTUYECKNE HMCCIIeNOBaHUS B CTpaHax
EBporibl TpoieMOHCTPpMPOBAIN HU3KKE TTOKA3aTeNIN pac-
npoctpaHeHHoctu IJIJ. B uccinemoBanuu 2013 1. Ha
0. Capmunuu (Mtanmus), BkmovasiieM 1 672404 gen., Obl-
JIO TIOKa3aHo, YTo pacrnpoctpaHeHHocTh [JI/] nocratouHo
HM3Ka U He TIpeBbimaet 1/22707 [12], T.e. pacipocTpaHeH-
HOCTb IAaHHOTO 3a00JIeBaHUSI CPEIU UTAJIbSHIICB JOCTUTA-
na4,4/100 ThIC., YTO COMOCTAaBUMO C MoKa3aTeasiMu B bpa-
sunuu [10]. B ITonsiie Bctpeuaemocts [JIJ Ha 2016 T
cocrapwia 1/49000 [13], 4To TTO3BOIMITO paCCUMTATh PACIIPO-
ctpaHeHHOCTb IJ1J1 cpenu nmoabekux aeteit (2,04/100 Thic. ).
B 2017 r. B ob1Ieii (meTy 1 B3pocibie) oy OpaH-
uuu [14], @uunasaauu [15] u Ucnanuu [16] pacripocTpa-
HeHHocTh I[JIJ] Obl1a HAMHOTO MEHbIlIe U KoJiebaaach
B npenenax 1,44—1,65/100 teic. Cpeau Apyrux cTpaH
EBporibl aHaTOrMYHBIHM TTOKa3aTeNIb ObUT HanboJiee BICOK
(9,0/100 toIc.) B Mpmanmum (2011 1) [17]. Dnupemuono-
ruyeckoe ucciegoanue IJIJ1, mpoBeneHHoe B McnaHuu
Ha o. Ipan Kanapus B 2016—2018 rr., mokasaio, uto I'JI
6oseH 1 u3 12369 ucnanues [18], a pacmpocTpaHEeHHOCTh
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3aboseBaHus coctaBuaa 8,08/100 ThIC., YTO HEMHOTO HU-
xe, yeM B Upnanouu [17].

B cTpanax A3um pacnpocTtpaHeHHOcTh IJIJI HuXe,
yeM B CeBepHOIT AMepUKe U OOJIbIIMHCTBE CTpaH EBpombl.
Tak, B Kurae (Tonkonr) B 2000—2016 TT. mpoBeaeHO Mc-
clIeOBaHuUE, B KOTOPOe ObLIM BKIIIOYEHBI 7336 600 mox-
POCTKOB M MOJIOZIBIX B3POCJIBIX; B pe3yJIbTaTe, pacipocTpa-
HeHHocTh [JIJ1 y MonomeIx KuTaiites noctrria 1,793/100 TeIc.
[19]. B To ke Bpems (2016 r.) B FOxHoit Kopee pacripo-
crpaneHHocTb I'JIII cocraBuna 4,81/100 teic. [20], T. e.
cpeau KopeiileB Obla 0oJjiee YeM B 2 pasa BbIIIE, YeM
cpenu kuTaiineB (cM. Tabauiy). OmHaKO Takue pa3andus
pacnpoCcTpaHEeHHOCTH 3a00JieBaHUS B TOIYJISIIIMU IBYX
a3MaTCKUX CTPaH MOTJIM OBITH OOYCJIOBJIEHBI TEM, UTO B K-
TaCKOM UCC/IeA0BAaHUM B OOIILYIO BLIOOPKY HE BKIIIOYATNCh
JIIOIA CPENHETO U MTOXWJIOro Bo3pacTa.

ITpu moaroroBke HacTosIIero 0630pa ObUIO OTMEUYEHO
yBeJIMUeHUEe Yncia myoaMKaluii, oTpakarolux pe3yJibTa-
TBI KPaTKOCPOYHBIX (KPOCC-CEKIIMOHHBIX) SIMUAEMKOJIO-
ruyeckux ucciaenoBanuii I'JIJ] B oTaeabHBIX CTpaHaX, OC-
HOBAHHBIX HE TOJBKO Ha OLIEHKE HAIMYUS KIMHUIECKHUX
u ouoxumuueckux mapkepoB I'JIII, HO 1 Ha pe3dyabTaTax
TeHEeTUYECKOro CKpMHUHTa HaceleHus. B Benukoopura-
HUU TIpU TIPOBENECHUM HEOHATaJbHOTO IFeHETHMYECKOTO
ckpuHuHTra (1995—2009) ¢ BK/IIOUEHUEM €XEeTroHO 75 ThIC.
HOBOPOXIEHHBIX OOHAPYKEHBI KOJIEOAHUS YaCTOTHI TOMO-
3UTOTHOTO HOCUTEJIbCTBA Kay3adbHbIX MyTaluii reHa ATP7B
ot 1/2500 10 1/7026 [21], TakuMm 0Opa3oM pacrpoCTpaHeH-
HocTb IJIJI cpenu OpuUTaHCKMX HOBOPOXACHHBIX Oblia
o4eHb BeICOKOI (14—40/100 ThIC.). B cTpanax A3un Haii-
JICHBI 2 CKpUHUHTOBBIX TeHeTrnIecKux rucciaenoBanms [JIJ1.
Tak, B 2017 . B FOxHoit Kopee rpu reHeTU4eCcKOM CKpU-
HuHre 1090 manueHToB ¢ pa3aTMYHON COMaTUYECKON Mma-
TOJIOTMEH BBISIBJIEHO, YTO YaCTOTa TOMO3UTOTHOTO HOCH-
TeJIbCTBA Kay3aJbHbIX MyTauuii (p.Arg778Leu, p.Ala874Val,
p.Thr10291le, p.Leul083Phe, p.Gly1186Ser u p.Asn1270Ser)
redHa ATP7B cocrasuia 1/7561 [22]. D10 n03BOJISET MPES-
MOJOXUTh BBICOKYIO pacrnpocTpaHeHHOCTh IJIJI cpeau
kopeiiues (13,23/100 TEIC.), YTO HAMHOTO BBIIIIE ODUIIN-
aJIbHBIX CTAaTUCTUYECKMX JaHHBIX U PE3YJIBTaTOB KOpeu-
CKoOro anuaeMuoornyeckoro uccienosanus IJI, ocHo-
BaHHOTO Ha KIIMHUYECKUX U OMOXMMHUYECKMX MapKepax
3abosieBaHus [20]. B uenoM, Takoii 6osblioit pa3dopoc
SMUIEMHUOJOTMYECKUX TTOKa3aTeeil MOXET CBUAECTENb-
CTBOBATb KaK O O0JIbIIIOM YMCJIe OECCUMITTOMHBIX CTyYaeB
3a00J1€BaHMs1, TAK 1 O COMHUTEJIbHOCTHY PE3Y/IbTaTOB JITH-
JEMMOJIOTMYECKUX UCCIeNOBaHUI, OCHOBAaHHBIX MCKIIIO-
YUTETHbHO WJIY MTPEUMYILECTBEHHO Ha KIIMHUYECKUX ¥ OO~
xumuyeckux Mapkepax [JII.

B 2020 r. B AnoHMM Npy TeHETUYECKOM UCCIEAOBAaHUN
1208 06pa31oB U3 HALIMOHAJBHBIX TeHETUYeCKUX 0a3 JaH-
HbIX, BKModass Human Genetic Variation Database (HGVD)
u Japanese Multi Omics Reference Panel (jMorp), npoaHa-
JIM3UPOBaHA PACIPOCTPAaHEHHOCTh TOMO3UTOTHOTO HOCH -
TeJIbCTBA Kay3aJbHbIX MyTalMii reHa ATP7B, 3apeructpu-
pPOBaHHBIX B 6a3e MyTalluii B uesoBedeckux reHax (Human
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Pacnpocmpanennocms cenamoseHmukyasipHoii OeceHepayuy @ 3apy6edicHbIX CMpanax

Prevalence of Wilson disease in foreign countries

Ton uccae- PacnpocTpanenHocTh "
Pasmep Cpennmii Bo3pacr,

Crpana AoBaHMA o PKH, velL. Ha 100 TeIc. yei. et HcTounnk
bpazunus H/I P.A. Otto u coasr. [10]
Brazil 2016 217000000 4,10 n/a P.A. Otto et al. [10]
CIIIA N. Liu coasr. [11]
USA 2006—2011  >35000000 6,34 50,4+ 0,6 N. Lictal, [11]
dpan1yst H/I A. Poujois u coasr. [14]
France 2013 58000000 1,50 n/a A. Poujois et al. [14]
DOUHIAHINS O.T. Jussi u coaBr. [15]
Finland 2017 5541000 0,35 15,8 O.T. Jussi et al. [15]

0. CapnuHust L
(Vitanms) 2013 1672404 4,40 ﬁ%‘ = SlaGlll‘l‘]}i‘lfjoj‘B[Tl 2[]12]
Sardinia (Italy) ’ ‘ '
Hcmanusa H/I S. Moreno-Marroa u coaBr. [6]
Spain 20102015 n/a 1,64 21,3 S. Moreno-Marroa et al. [16]
o. Ipan Kanapus
(Mcnanus) H/I L. Garcia-Villarreall u coaBr. [18]
Gran Canaria 2016-2018 865864 8,08 n/a L. Garcia-Villarreall et al. [18]
(Spain)
Mobima M. Naorniakowska
Poland 1996—2016 7700000 2,04 10,15+ 4,2 1 coaBT. [13]

¢ M. Naorniakowska et al. [13]
BenukoOpuranus - _ HoBopoxneHHrbie A.J. Coffey 1 coasr. [21]
Great Britain 1995-2009 1050000 14,23-40,00 Newborns A.J. Coffey et al. [21]
Wpnannus H/I M. O’Brien u coaBr. [17]
Ireland 2011 (n/a) 9,00 16,5 M. O’Brien et al. [17]

20102016 50500000 3,87 26+ 17,2
IOxnast Kopest E.J. Choe u coasr. [20]
South Korea 2016 H/L 4.81 H/I E.J. Choe et al. [20]
n/a ? n/a

IOxHast Kopest H/I J.H. Jang u coasr. [22]
South Korea 2017 1050 13,23 n/a J.H. Jang et al. [22]
Tonkonr (Kurait)
o o 2000-2016 7336600 1,79 272 S 119

. .S. Cheung et al. [19]
(China)
Anonus H/I H/I H. Yamaguchi u coasr. [23]
Japan n/a 6200 12,1119.,6 n/a H. Yamaguchi et al. [23]

Ilpumenanue: /0 — Hem docmynHviX OGHHbIX.
Note: n/a — no data available.

Gene Mutation Database, HGMD) na mapt 2020 1., KOoTO-
pas cocraswia 12,1 (HGVD) u 19,6/100 teic. (jMorp) [23].

06cykaeHue

Bcero ObutM HaiineHbl U MTpoaHaIU3MpOBaHbl 14 3a-
PYOEKHBIX 3MAAEMUOJIOTHIECKUX HUCCIIENOBAHUI paCITPO-
ctpaneHHoctu [JI (c 2013 mo 2023 r.). B HuX ucnosibs3o-
BAJIMCh CJEAYIONINE AU3AaHBI: CILUTOITHOE TEHETUYECKOE

o0cienoBaHUe eTeil paHHEro BO3pacTa; McclieJOBaHUe
Te€HETUYECKOIo MaTepuaia, TOCTYITHOTO B OTKPBITHIX Ha-
LIMOHATTbHBIX 06a3aX JAHHBIX; AHATU3 CTATUCTUYECKMX TAHHBIX
0 Bcex 3apernucTpupoBaHHbIX natueHTax ¢ [J1J1. Obpariiaer
BHUMaHUE OTCYTCTBUE POCCUMCKUX MUIEMHUOTIOTMYECKUX
HCCIeIOBaHUI 3a aHATM3UPYEMbIA IEPUO BpeMEHU. DTO
MOXET OBbITh 0OBSICHEHO CJIOXKHOCTBIO COMTOCTABJICHUS pe-
3yasTaToB pactpocTpaHeHHocTH [J1]1 B PD 1 B 3apyOeKHBIX
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[aHHble nccnepoBaHuii pacnpocTpaHeHHoOCTH (Ha 100 Tbic. HaceneHus): /
Prevalence research data (per 100 thousand population):

MoneKynsapHo-reHeTnueckux / molecular genetic,

B KnuHWYecknx / aclinical

Anonwna: jMorp, 2021/
Japan: jMorp, 2021

AnoHua: HGMD, 2021 /
Japan: HGMD 2021

I0>HanA Kopes, 2017 /
South Korea, 2017

lOxHas Kopes, 2010-2016 /
South Korea, 2010-201¢  EG_——

[oHKoOHT (KnTain), 2000-2016 / I
Hong Kong (China), 2000-2016

10 15 20 25

Yucno nogen / Number of people

Pacnpocmpanennocms eenamoneHmukyasaphoii Oecenepayuu 6 cmparnax Asuu. HGMD (Human Gene Mutation Database) — mexcoynapoouas 6aza 0aHHbIX
Mymauuii 6 yeaoseueckux eerax, jMorp (Japanese Multi Omics Reference Panel) — nayuonanvhas eenemuueckas 6aza oanHoix Anonuu
Prevalence of Wilson disease in Asian countries. HGMD (Human Gene Mutation Database) — international database of mutations in human genes,

CTpaHax, a TakXe BaXKHOCTbIO IJITaHUPOBAHUS U TTPOBEIE-
HUSI KPYITHBIX OT€YECTBEHHBIX SMUAEMUOIOTUIECKUX HC-
cJIeIOBAaHMIA, BKIIOYAIOIINX KJIMHUYECKUE, OMOXUMUYE-
CKM€ U TeHeTUYeCKMe MapKephbl 3a00yieBaHUs y IeTeit
M B3POCJIBIX KaK €BPOIeCKOro, TaK U a3MaTCKOTro IPorcC-
XOXIEHMS.

OrpaHWYeHMsI 3TOT0 AaHATUTUYECKOT0 0030pa 3aKJIIo-
YaloTCsl, B EPBYIO OUePeib, B CIOXKHOCTH CTATUCTHYECKOMN
00pabOTKU Pe3yabTaToOB paHee MPOBEASHHBIX ATTUIAEMUO-
JIOTUYECKUX UCCIICIOBAHUI B CBSI3U C PA3IMUUSIMU WX M-
3aiiHa (C win 6e3 MPOBEIEHUST MOJIEKYISIPHO-TeHETUYE-
CKOIf TWarHOCTUKM, a TaKXe HaJudue WU OTCYTCTBUE
TeHEeTMYeCKOro CKpMHUHTAa HOBOPOXIEHHBIX), 00beMa
M XapakTepa BEIOOPOK (HOBOPOXXIEHHBIE, IETU 1,/ WJIN O] -
POCTKHM, B3pOCIbIE, JETCKOE U B3POCIOE HaceleHue 6e3
BO3PACTHBIX OTpaHUYCHUI), TTPOJOKUTEILHOCTH UCCIIe-
nosaHus. Hanmpumep, B CILIA [14] pacnipocTpaHeHHOCTh
TJIJ uzyvanach cpeiv NallMeHTOB, HAXOISIIUXCS B YCI0-
BUSIX KPYIJIOCYTOUHBIX CTAallMOHAPOB, YTO HE TO3BOJISIET
TPAHCIMPOBATH MOJIyYEeHHBIE PEe3Y/IBTaThl Ha TTOIYJISIINIO
CTpaHbI U HE MOXET OTPaXkaTh peaJIbHyI0 pacIIpOCTPaHEH -
HOCTB 3a00JieBaHUs cpeau aMmepukaHiieB. C apyroii cTo-
ponsbl, B bpaswmuu [15], @uansgaauu [19], Utanum [17],
Kurae [24] u IOxHoit Kopee [25] npu npoBeneHUU 31U~
JEMUOJIOTMYECKUX MCCAeIOBaHMI pacIpOCTPAaHEHHOCTH
TJI1 ucriosib30BaHbI JaHHBIE U3 O0IIIEHAIIMOHAIbHBIX (DOH-
JIOB MEIUIIMHCKOTO CTPaxoBaHUsI, KOTOPbIE TTOKPHIBAIOT
OOJIBIIIYIO YaCTh HACEJIEHMS 3THUX CTPaH, B CBSI3U C YEM HUC-
CJIeIOBaTeIsIM YAAJI0Ch TOOUTHCST (hOPMUPOBAHMST KPYITHBIX
pa3MepoB BEIOOPOK.

ITpoBeneHHBIIT HAMU aHAJIU3 MPOAEMOHCTPUPOBAJ,
YTO B MUAEMHMOJIOTMUECKUX UCCIIEIOBAHUSIX, T HE TOJIb-
KO UCITOJIb30BaJIaCh TPAANIIMOHHAsI KIIMHUKO-JTaboparop-

16

JMorp (Japanese Multi Omics Reference Panel) — national genetic database of Japan

Hasl MUarHOCTMKA y TTAlIMEHTOB ¢ KIMHUIECKMUMU TTPOSIB-
JISHUSIMU 3a00JIEBaHMSI, HO M TIPOBOIWJICS TTOITYJISIIIMOHHBIA
reHetTudyeckuit ckpuHuHr I'JIJ1, mokazareiu pacrpocTpa-
HEHHOCTH ObUTM 3HAYMTEJILHO BBIIIIE 32 CYET aKTUBHOTO
BBISIBJICHUST Ha JOKJIMHUYECKON (aCUMIITOMHOM) CTamuu
3200JieBaHMS. DTO MOXET OBITh MPOWLTIOCTPUPOBAHO MIPU-
MEpOM pe3yJIbTaTOB Pa3JIMYHBIX MCCIIeIOBAaHMIA, TTPOBE-
JIEHHBIX B cTpaHax A3uu (cM. pucyHok). K coxaneHuto,
B Poccuiickoit @enepaiiiy MacIITaGHbIX SITUASCMUOJIOTH -
YECKMX MCCIeIOBaHMI KaK Ha OCHOBAaHUM KIMHUYECKUX
TIPOSIBJIEHUH, TaK ¥ METOIOM IOITYJISIIIMOHHOTO CKPUHUH-
ra HacejieHus1 Ha I'JIJ1, BKJTrouyast HeOHaTaaIbHbIM CKPUHMHI,
He MPOBOJUIIOCK.

3aKknioueHue

PesynbraThl HaCTOSIIETO aHATUTUYECKOTO 0030pa pac-
npoctpaHeHHocTu I'JI/ ybenuTeabHO MpoaeMOHCTPUPO-
Bayu, uto npobdiema I'JIJI siBasieTcsl akTyaJabHOI BO BCceM
MUPpE, HO JIO HAaCTOSIIIIEr0 BpeMEeHU He perieHHoi. Ha naH-
HBIIA MOMEHT MaCIITaOHBIX OTe4eCTBEHHBIX UCCIIeI0OBaHNIA,
MOCBSIIEHHbIX U3y4eHu1o anuaemuonaoruu I, Ham 06-
HapyXUThb HE YIaJI0Ch.

PacnpoctpanenHocts 1] (B pacuete Ha 100 Thic. Ha-
cesieHus) Kosnebnercsd ot 4,1 10 6,4 caydaeB B CeBepHOit
u KOxHoit AMepuke, ot 1,44 no 9,00 cayyaeB B EBpomne
u ot 1,79 no 4,81 cayyaeB B A3uu. Pe3ynbratsl anuaeMu-
OJIOTMYECKUX UCCIeNOBAaHUM 3aBUCEIN OT NU3aiiHa U Me-
TOIOJIOTMU: TIPY UCTIOJIb30BAHUY METO/Ia TeHETUYECKOTO
CKPMHUWHTA HAaCeJIEHUsI II0Ka3aTeJId paclpoCTPaHEHHOCTH
00J1e3H1 OBUTM 3HAYMTETBHO BhIIIe 1 octuramu 40,/100 Thic.
B EBporne 1 19,6/100 Thic. B A311 3a CYET TUATHOCTUKU
JMOKITMHUYECKUX CTaIUi 3a001€BaHMsI ¥ MAJIOCUMITTOMHBIX
¢opm. Pacuet pacnipoctpaneHHoctu IJI] MmoxeT 3aBuceTh
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M OT JeMorpaduyecKux 0COOEHHOCTei HaceJIeHUs: Ha-
JIM4YKst OJIM3KOPOACTBEHHBIX OpaKOB, 3THUYECKOI 000C0o-
OJIEHHOCTHU, Treorpaduuyeckoit M30JMPOBAHHOCTH,
0 YeM CBUAETEILCTBYET PA3INUKe B UCCAETOBAHUSIX, TIPO-
BeIEHHBbIX B oOwIei momyasuuu Mcrnanuu u o. Ipan Ka-
Hapust. B cBSI3M ¢ 4eM mpociexXnBaeTcs YeTKast TeHISHIIMS
3aBMCUMOCTH PacIpOCTPAaHEHHOCTH OT IM3aiiHa M METO-
JIOJIOTUM TIPOBEIEHHOIO MCCIIeIOBAHMS: HAaUMEHbIIINE
3HAYEHUs BISIBIEHBI TP aHAJIN3€ KIIMHUYECKON KapTUHBI
B KPYIHBIX pernoHax — ot 0,35 10 6,34/100 ThIc., 6obIast
pacrpocTpaHEeHHOCTh HAOMIOMAeTCsl B KIIMHUYECKUX HC-
CJIeOBAHUSX, IPOBEIEHHBIX B PETUOHAX C TeMorpaduye-
CKUMU ocobeHHOCTIMHU — OT 4,4 10 9,0/100 TBIC. CaMBIe
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