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AHHOTALIUSA

AKTyaJTbHOCTh HCCIICZIOBAaHHs OOYCIIOBJICHA TeM, YTO B HAy4HOW JHUTEpaType HE MMEETCS JTOCTATOYHBIX
JaHHBIX O MPEAPACIIOTOKEHHOCTH OMPEACICHHBIX 3THUYCCKUX T'PYIII J'IIOJleI‘/lI K 60.]'[63H51M O6MeHa Ha OpuMepe
GM2 TaHTJIMO3U 034, MO3TOMY LCJIbIO paGOTI:.I SABJIICTCA BBISICHCHHE M aHAJIN3 HaHHOﬁ MpeapacioJI0KCHHOCTU
HEKOTOPBIX ATHUUECKHX TPy Jitosiei k 6one3nu Tes — Caxca (GM2 ranrnno3no3, aMaBpoTHYECKast UIUOTHSA).
MaTepI/IaJ'IaMI/I 1 METOJaMH HUCCJIICAOBAHUA SABIACTCA Hay‘IHO-aHaJ'II/ITI/I‘ICCKI/Iﬁ 0630]3 COBPCMCHHBIX Hy6J‘II/IKaLII/II7I
oo Z[aHHOP'I TEMCE. PeBynLTaT HUCCIICAOBaAHUA: 0630p Hay‘lHOfI JIATEPATYyphbl IIOKa3aJl, 4TO eBpeﬁCKOG HaCCJICHHUC
BOCTO‘IHOGBpOHGﬁCKOFO MMPOUCXOKACHUA (eBpCI/I aIHKeHa3I/I) nMeeT Ooiee BBICOKYIO HaCTOTYy 3a00JIEBAEMOCTH
oone3npro Tes-Cakca u ApyrumMmn 0ONE3HSIMH HAKOIUIEHUS JIUIIUI0B. BLIBOZ[BIZ 4aCTOTbl HACJIICACTBCHHBIX
Oonesneit oOMeHa konebmrorcs oT 1:2000 HOBOpOXKAeHHBIX 70 1:1000000, mpudeM Aisi MHOTHX HOJOOHBIX
3a00/1eBaHUI XAaPAKTCPHBI pa3JINYIUA 110 4aCTOTaM BCTPECYACMOCTH B PA3HBIX OTHUYCCKUX I'pYyIax U NOIyIANUAX.
B orHomennun GM2 ranriunos3unosa nokasano, uto B CLLIA 1 u3 27-30 eBpeeB alkeHas3! SBISETCS PELIECCUBHBIM
HocureseM aanHoro 3adoneBanus. BTC nopaxaer 1 u3 3600 HoBopoxAEHHBIX eBpeeB. Y 1 u3 20 eBpeeB UMeeTCs
HacCJICACTBCHHAA NPEAPACIOIIOKCHHOCTD K 3a00JIEBAHMUIO.

ABSTRACT

The relevance of the study is due to the fact that the scientific literature does not have sufficient data on the
predisposition of certain ethnic groups of people to metabolic diseases on the example of GM2 gangliosidosis, so
the purpose of the work is to clarify and analyze this predisposition of some ethnic groups of people to Tey —
Sachs disease (GM2 gangliosidosis, amaurotic idiocy). The research materials and methods are a scientific and
analytical review of modern publications on this topic. Research result: a review of the scientific literature has
shown that the Jewish population of Eastern European origin (Ashkenazi Jews) has a higher incidence of Tay-
Sachs disease and other lipid accumulation diseases. Conclusions: the frequency of hereditary metabolic diseases
ranges from 1: 2000 newborns to 1:1000000, and many of these diseases are characterized by differences in the
frequency of occurrence in different ethnic groups and populations. In relation to GM2 gangliosidosis, it is shown
that 1 in 27-30 Ashkenazi Jews in the United States is a recessive carrier of this disease. BTS affects 1 in 3,600
newborn Jews. One in 20 Jews have a hereditary predisposition to the disease.

KiroueBrsle cioBa: ITHHYECKHE rpyNIibI, 0o1e3Hn HaKOIJICHUA, TMPEAPaClOJIOKCHHOCTL K 60H63HI/I,
TaHTJIMO3U 03, aMaBpOTHUYCCKAas UANOTHU A, HACJICACTBECHHBIC 60H63HI/I 06MeHa, reHEeTHYECKUH }Ie(i)eKT.

Keywords: ethnic groups, accumulation diseases, predisposition to disease, gangliosidosis, amaurotic idiocy,
hereditary exchange diseases, genetic defect.

Bonesup Tes — Cakca (GM2 ranrnmmosunos,
aMaBpOTHYECKass HMIUOTHA) —  HACJIEACTBEHHOE

bonesnp HasBaHa B 4eCTb  OpPUTAHCKOTO
odranemoiiora Yoppena Test (on B 1881 r. mepBbIM

3aboJieBaHNe, OTHOCAIIEECS K TPYyINIEe JIH30COMHBIX
Gosie3HEN HAKOIUICHMS, C ayTOCOMHO-DPEIECCHBHBIM

THUIIOM HacJIeAOBaHUA. Knuanueckas KapTruHa
pasBuBaeTcs Ha (OHE TeHeTHdyeckoro medexra,
BBI3BIBAEMOTO MyTanuen reHa HEXA,

CHHTE3UPYIOIIETO F'eKCco30aMUHnAa3y A, — dhepmenTa,
HaXOMAIMIEroCs B JIM30COMAax M YYacTBYIOIIETO B
yrunusauuu raarnuosunos B LHHC. Ipu otcyTeTBHM
(hepMeHTa TaHTIIMO3U/bl HAKAIUIMBAIOTCS B HEMpOHAX
Mo3ra, Hapy1iast uX paboTy, a BHOCIIEICTBUHU pa3pyIuas
nx. Ten HEXA xomupyer o-cyObeauHUILy
reKco30aMHUHU/1a3bl A M HaXOIUTCS Ha JJIMHHOM IuIede
XpPOMOCOMBI 15.

omycai KpacHOe TIIATHO Ha CeT4aTKe TIJiasza) |
amepukaHckoro HeBpoJora beprapaa Cakca, KOTOPBIit
paboran B GonbHuie Maynt Cunait 8 Heio-Fopxke (oH
OIIMCaJI KJICTOYHBIC I/ISMGHCHI/IH).

Lens paGoTHI.

Brisscauth u NPOaHAIU3UPOBATH
IPEAPACIIOTIOKEHHOCTD HEKOTOPBIX O THHYCCKUX T'PYIIIT
moned Kk OomesHsiM obmena Ha npumepe GM2
TaHTJIMO3K/103a (aMaBpOTHYECKAsl IHOTIATHS).

Matepuansl 1 Metoapbl.

ITockonbky wmenbio Hamed pabOTBHl SBISETCS
BBIAICHEHME M aHAIM3  IPEeJpaclioioXEeHHOCTH
HEKOTOPBIX 3THUYECKUX TPYMII JIIojAeH K 6one3nn Tes
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— Cakca (GM2 raHrnmo3uao3, amaBpOTHYECKast
WIANOTHS),  HEOOXOAMMO  YTOYHHTh  3HAYCHHUC
aKTyaJbHBIX JJIs HAIleH PaOOThI MOHSATHIA: JTUTHIO36I
Y TaHTJTHO3UI03bI.

MeTonaMu  WCCICIOBaHUS SBJSICTCS HAYYHO-
AHATUTHYECKHIA 0030p COBPEMEHHBIX ITyOIHKAINi 1Mo
IAaHHOU TEME.

JIunnnosst — rpynmna 3a00JIeBaHNUH,
XapaKTepU3yIOMUXCS  HapymICHHEM  JIMIHIHOTO
oOMeHa " HMEIOIINX MIPENMYIIECTBEHHO
HACJIEJCTBCHHYIO PHPOAY. BOIBIIMHCTBO TMIHI030B
OTHOCHUTCS K 0ose3HsIM HaKOIJICHMUS,
CONIPOBOXKIAIOIUMCS  OTJIOKEHHEM  aHOMAJbHO

OONBIIMX KOJUYCCTB HEPACHICIUICHHBIX TMPOJIYKTOB
JKUPOBOTO OOMEHA B pa3IMYHBIX OpPraHax ¥ TKaHAX, YTO
MPUBOJUT K 3HAYUTEIIEHOMY HAPYIICHHUIO X (DYHKIIHH.
B ocHOBe JNHITUI030B JICKUT TONHAS WM YaCTHYHAS
HEIOCTAaTOYHOCTh  JIN30COMANBHBIX  (DEPMEHTOB,
yY9acTBYIONIMX B  OOMEHE IHUIHIOOB, KOTOpas
o0ycnoBieHa HACJICICTBEHHBIM nIepeKToM
COOTBETCTBYIOIIETO reHa [5].

JIumuoo3pl  BKIIIOYAIOT — JIMIIOTIPOTEHHEMUH,
CBsI3aHHBIC C HAPYIICHHEM OOMEHA JIUMOIPOTEHIOB, U
[JIUKOJUIKUIO03b],  OOYCJIOBJCHHBICE  HapyIICHHUEM
0oOMeHa TTTUKOJIHUITHIOB.

B opranm3me denoBeka W3 TJIHKOJHIIHIOB
HanboJice PacCHpPOCTPaHEHBI  COUHTOTIHMKOIUIUIBI,
MO3TOMY 3a00JICBaHUs, CBSI3aHHBIC C HAPYIICHUEM KX
obMeHa  (CUHTOTIUKOIUITHIO3HI), COCTaBJISAIOT
OCHOBHYIO YacTh TIHKOJIUMA030B. 111 0603HaUYEHUS
TJINKOJIAIIHI030B UCTIONB3YIOT TEPMHUH «JTHITAIO03BD).

K nummmo3aM OTHOCSTCS TaHTIHMO3UIO3BI —

GM1l-raarimuosumnos  (tum 1, I, 1), GM2-
raarmo3uao3 (tuil |, |1, FoBeHWITEHBIN, XPOHHYESCKHN);
oosie3Hb Humanua—IIuka; Oone3nnr [omre; 0oje3HB
®abpu; nunorpanynemaro3d ®Dapbepa; 0Oome3Hb
Bynmena; Oone3Hp |-KIETOK; TCEBIOTYPIEBCKYIO
MOJUIUCTPODHUIO; METaxpOMaTHIECKYIO
nelikoguctpoduio; 6onesns Kpadce [5].

PesyabTarsl.

WsBecTHO, 49TOo 00JIE3HD Tes—Cakca
Knaccupumppyercss Mo pa3sHeIM  ¢dopMaMm B
3aBUCUMOCTHU oT BpEMEHHU BO3HHUKHOBEHHS

HEBPOJIOTHUECKUX cuMIToMOB. Dopma 3abosieBaHus
OTpaXkaeT BapUaHT MYyTaIHH.

Iemckas  gopma 6onesnu Tes—Caxca. Ha
NPOTSHKEHUH MEPBBIX 6 MECSLEB IT0CIIE POXKICHHUS ACTH
pa3BuBalOTCS HOpMasiibHO. Ho mocme Toro, kak
HEpBHbIC KJIETKM HAKAIUIMBAIOT FAHTIHO3K/Ibl U TAKUM
00pa3oM pacTATHBaOTCs, HAOIIOAAaeTCsl HETPEPHIBHOE
YXy/IILIeHUE YMCTBEHHBIX u busnyecKux
criocoOHocTeld  OonbHOrO. «PebeHOK — craHOBHTCS
CJENOoH, IJIyXOH M HE MOXKET TIJoTaTh. MBIIILbI
HaYMHAIOT  aTpoupoBaThCs,  BCIEACTBHE  YEro
HacTynaer mapanud. CMmepTb OOBIYHO HACTYNAeT B
BO3pacte J0 4 net» [3, c. 68].

Ioopocmkosas ¢popma 6onesnu Tes—Caxca. Ita
dbopma 3aboyieBaHUsT BCTpedaeTcsi KpaHE PEeNKo Hu
00BIYHO MPOSBIIIET ce0st y AeTe B Bozpacte ot 2 10 10
aer. Y HUX «pPa3BUBAIOTCSI KOTHUTHBHO-MOTOPHBIE
npobieMbl, TpoOieMBl € peuybio  (Iu3apTpus),
riIoTaHueM (nucdarus), MaTKOCTh MOXOAKHU (aTaKCHs),
BO3HUKAET CIIACTHMYHOCTb. [lalineHTs! ¢ moapocTKoBOM

(opmoii 001e3HN 0OBIYHO YMHPAIOT B BO3pAcTe OT 5 J10
15 ner» [3, c. 72].

Bspocnass opma 6onesnu Tes—Caxca (amen.
LOTS). Penkast popMa paccTpoiicTBa, U3BECTHAS Kak
B3pocunasi, Wik no3aHss, ¢popma 6onesnu Tes—Caxca,
BO3HHUKAET y MaIMeHToB B Bo3pacte oT 20 no 30 mer.
OnHa xapakTepusyercss HapyIICHHEM IIOXOOKH |
MIPOTPECCHPYIOIMM yXYAIIEHHEM HEBPOIOTHUECKUX
¢yskouid. CuMnTtoMaMu NaHHOH (OPMBI SBISIOTCS
MIPOOIEMBI C PEYbIO U TIIOTaHUEM, IIATKOCTh MTOXOAKH,
CIIAaCTHYHOCTb, CHI)KEHHE KOTHHUTHBHBIX HAaBBIKOB,
BO3HMKHOBEHHs  IICUXWYECKMX  3a00JieBaHHMH, B
YaCcTHOCTH IM30(peHnu B Buze ncuxosda. LOTS, kak
MIPaBUJIO, HE UMEET JICTAJIBHOI'0 HCXO0/1a.

Onnaxo, emie 10 1980-x rT., Korja crajaa H3BECTHA
MOJIEKYJISIpHasi TpUpoja 3a00JeBaHMs, B3pOCIYI0 M
MOJPOCTKOBYI0O  (DOpPMBI ~ IOYTH  HHUKOIJa  HE
paccmarpuBan Kak (opmbl Oomesnn Tes—Cakca.
Bonesnp, xKoTopas BO3HHKajla B IIOJPOCTKOBOM WIIH
B3pOCJIOM BO3pacTe, YacTO AWArHOCTHPOBAIH Kak
JIpyTHE HEBPOJIOTHYECKUE PACCTPOHCTBA, HANpHMEp,
Kak arakcuto Opuapeiixa.

Ha nam B3, Oonesnp Tesi—Cakca BO3HHKAeT
BCJISICTBHE HEJIOCTATOYHOW aKTUBHOCTU (epMeHTa
reKCO3aMUHMIA3bl A,  KOTOpHIH  KaTalu3upyer
OMOJerpaialiiio  ONPEIENICHHOIO Kiacca IKHPHBIX
KHUCJIOT, H3BECTHBIX KaK T'aHTJTHO3HIBL.
I'exco3zamununasa A SIBJISIETCS JKU3HEHHO
HEOOXOAMMBIM  THAPOJIUTHYECKHM  (hpepMeHTOM,
KOTOpPBI HAaxXONUTCS B JM30COMax M paspymaeTt
mumuael.  Korma rekcozammHHga3a A mepecTaeT
(YHKIIMOHMPOBATh JOJDKHBIM  00pa3oM,  JIMIHABI
HaKaIUIMBAIOTCS B TOJIOBHOM MO3T€ M IIPEISTCTBYIOT
HOPMaJIbHBIM O6HosIOrHYeCKUM Tporeccam.
laHrnmmo3uael  TPOW3BOIATCS U OMOAErpajupyIOT
ObICTPO, B CaMOM Hadyajle >KU3HH, B TO BpeMs, Kak
pa3BuBaetcsa Mo3T. bonbHbIe 1 HocuTenu 6one3Hn Tes—
Cakca MOTyT OBITH ONpeAeNIeHbl IyTeM CHAYH
OTHOCHTENIFHO TPOCTOT0 OHOXMMHYECKOTO aHaJH3a
KPOBH, KOTOPBbIit orpesensier AKTHBHOCTb
rekcozamMuHugasbl A [5].

B HayuHoOi1 nuTepaType nokazaHo, 4To eBpeicKoe
HaceJeHHe BOCTOYHOEBPOIEHCKOTO MPOUCXOXKICHUS
(eBpem amkeHa3W) MMeeT 0oJee BBICOKYIO YacTOTy
3aboseBaemoct Oonesnpto Tes-Cakca W JOpyrumu
00JIE€3HIMH HAKOIUICHHUS JTUIIHIO0B.

IlepBoie 3adukcupoBanHeie caydau bBTC y
eBpelickoro HaceneHus natupyrorcs XV Bekom. B
1969 romy Maiikiiom Kabakowm, crenuaaucToM To
JIETCKOM  HeBpoJIoTMM  YHHUBepcuTeta  J»KoHa
XomKuHCa, OBIT pa3paboTaH U aBTOMAaTH3HPOBAH TECT,
OIPEAEIAIONINN YPOBEHb AKTHBHOCTH (epMeHTa Hu
BBIABIIIONMA Hocuteneld 3aboneBanus. bTC crana
MOJIENIBIO  JUI  JIEMOHCTpPAllMM TOTO, KaK MOKHO
MIPEAOTBPATUTE PAcIpOCTPaHEHNE BCEX T'€HETHUECKUX
3aboneBanuii. B CIIIA no 1970 roma BTC exeromno
nopaxana 50-70 maageHueB eBpees alkeHazu. Oxono
10 ciydaeB eXeromHo BO3HUKAJIO y JneTed 0e3
cemelHo! nctopuu 3aboseBanus. «B 1969-1998 rogax
OO0 TpoTecTHpoBaHO Oosee 1,3 MITH. YellOBEK U
onpeaeneno 48864 nHocutenei» [2, ¢. 91]. V cemeit
cpenu map, rJae MyX U xeHa O0butn Hocuteasimu BTC,
6oee uem 3000 OepeMeHHOCTEH OBLIH MCCIICIOBAHBI C
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MOMOIIBI0 METOJ0OB aMHHUOLICHTe3a WM OHOICHU
xopuoHa. M3 604 OepemeHHOCTEH, NPH KOTOPBIX
OCYILIECTBIISUIACh TpeHaTalbHas JUAarHOCTUKA IS
ompenenenuss bBTC, 583 OepemenHoctn ObuH
3a0JIarOBpeMEHHO IIPEPBaHBIL. «Cpenu 21
OepeMEeHHOCTH, KOTOPHIE HEe OBUIM OCTaHOBIEHEHL, y 20
nmerell pasBmiachk perckas ¢opma BTC, m B omHOM
Cllydyae pacCTpPOWCTBO MPOSIBUIOCH IIO3XKE, HTO
CBUJICTEIILCTBYET O B3pocioii hopme 3a0oneBanms |5,
c. 43].

Opnaxko, nociegane nannsie mo bTC natupyrorcs
2003 rogom. MccnenoBarenn cooOInaroT, 9YTo 00IE3Hb
MPaKTHYECKN McYe3sla — IEPBbIA CiIyyail B UCTOPUU
MEIUIMHBI, KOI/la TaKOe MPOUCXOJHUT C I'CHETHYECKH
o0ycnoBneHHBIM 3a00seBanreM. 3a 2002 rog B CIIIA
pommics smib 1 eBpeiickuii pedeHok ¢ BTC, B 2003
roay HY oJvH 13 10 aMepUKaHCKUX HOBOPOJK/ICHHBIX C
3THM  3a00JeBaHMEM HE  HMEI  eBPEHCKOro
npoucxoxnaeHus [4, c. 11]. M3paunbsckas cratucTuka
MOATBEpKaeT 3T BbIBoABL. B 2003 rony B U3zpaune
poawics nuib oauH Miaaaenen ¢ bTC.

BriBOaBI.
Bonesun oOMeHa — ofHa W3 MHOTOYMCICHHBIX
rpynmn MOHOTE€HHBIX 3a00J1€BaHMI YeJI0BEKa.

Hacnencreennsle 0one3Hu 0OOMeHa OOYCIIOBIIEHBI
HapyIIeHHEM KaTalMTH4ecKold (QyHKUMH (epMEHTOB,
Y4acCTBYIOIIHNX B yTWJIM3alUU I  TpaHCIOPTE
COOTBETCTBYIOIINX cyOcTpaToB. [Mono6ubIe
HapyIIEHUs YacTO CONPOBOXKIAIOTCS HAKOIUICHHEM
BEIECTB,  IPEALICCTBYIOMNX  (EPMEHTATHBHOMY
O6moky, ®  JeQHUIMTOM  TNPOAYKTOB  PEaKIHH.
HacnenctBennsie 0oie3HM OOMEHa — 3TO TSDKEINBIC
COCTOSTHHS, COIPOBOXKAAIOIINECS 3aJIepPIKKOH
TICHXOMOTOPHOTO Pa3BUTHS, CyIOPOTaMH, MHOTIaTHEH,
CKEJIETHBIMH aHOMaJIHSIMH, KETOAIMI030M,
remnaTocIuIieHOMeTalne, MaibadcopOnmel, aTakcuen,
BHE3AITHON CMEPTHIO.

YacTtoThl HacleACTBEHHBIX OoJe3Hel oOMeHa
kosebmoTest  or  1:2000  HOBOPOXIEHHBIX /10
1:1000000, mnpuyem JaAs  MHOTHUX  THOJOOHBIX

3a00J1eBaHMI XapaKTCpHbl pa3jniyvd 10 YacTOoTaM

BCTPEYACMOCTH B PA3HBIX I3THUYCCKUX TPYIIaX U
momyysinusax. B orHomenun GM2 ranrimosmmosa
nokasano, uro B CIIIA 1 u3 27-30 eBpeeB aiikeHaszu
SIBISIETCSL  PELIECCUBHBIM ~ HOCHUTENEM  JIaHHOTO
3abonepanuss. BTC mopaxaer 1 w3 3600
HOBOPOXIEHHBIX eBpeeB. Y 1 m3 20 eBpeeB mmeercs
HaCIIeICTBEHHAS MIPEIPacIONI0KEHHOCTh K
3a0oneBannto. DpaHko-KaHammsl u JlymsmaHckoe
coo0mIecTBO KeHIKHOB AMEIOT CXOJIHYIO
pacrpoCcTpaHeHHOCTh.  VpmaHAcKme  aMepUKaHIIBI
nmeroT 1 u3 50 mancoB ObITE HOCHTENAMH. B 11€710M, B
MHUpE Cpeld HaCEJNCHUsS HOCUTEISIMU  SIBIISETCS
npubauzutenbHo 1 venoBek cpemu 300, a vacrora
cirydaeB BTC — 1:250000.
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