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Hccnenosanbl nomMopdHbie reHbl, 1eTePMUHUPYIOIIME 3aIUTHbIE MEXAHU3MbI KJIETOK, B KJIETKAX 3/0pOBbIX A0HOPOB (n=40) u nauu-
enToB ¢ cunapomoM Jlayna (7=30). Y KaKa0ro nanyenTa onpeessiid KOPpessiiio MexIy NaToJioriueii BHyTPEHHMX OPraHoB (cepaua,
MeYeHH, JIETKHX), IOPAXKeHHeM KOXKHU 1 IIa3 M aJlIeJIbHbIMU BAPUAHTAMHU NOTMMOPGHBIX reHoB. OOHAPYKEeHbI JOCTOBEPHbIE ACCOLMALMH
mexy onpenesienHbiva nommvopdubivi reHavu (XPD, XRCC1) u nopaxkenneM 0Te/IbHBIX OPraHoB npu cunapome Jlayna, yro moxer

OBITh HCIIOJIb30BAHO JIIs JIEYEHHS IETEH.

Knrouegwie cnosa: demu, cundpom Jlayna, namonoeus cepoya, neueHu, neekux, koxcu, enas, eenvst XPD, XRCC1, GSTM 1.

The polymorphic genes determining the defense mechanisms of cells were investigated in 40 healthy donors and 30 patients with
Down syndrome. A correlation between abnormalities in the visceral organs (heart, liver, and lung), skin and eye diseases and the
allelic variants of the polymorphic genes was determined for each patient. There were significant associations between distinct poly-
morphic genes (XPD, XRCC1) and involvement of individual organs in Down syndrome, which may be used to treat the children.

Key words: children; Down syndrome; abnormalities in the heart, liver, lung, skin, and eyes; XPD, XRCC1, and GSTM I genes.

BCTpC‘{aeMOCTb cuHapoMa JlayHa Yy HOBOPOXKICHHBIX
OolLleHMBaeTCsl B HacTosiiee BpeMst Kak 1:800, nocTu-
rasi mokasareseir 1:250 y HOBOPOXAEHHBIX OT MaTepeii
crapuie 30 qet [1, 2]. B cBsI3u ¢ Bo3pactaHWeM MPOAOJI-
KUTSTBHOCTY XW3HU W YBEIMYCHUEM KOJUYECTBa JIIO-
Jlell TIOKWJIOTO BO3pacTa B IIMBMJIM30BAaHHBIX CTpaHaX
B IIOCJICTHUE TOIBI PE3KO BO3POCIO YHUCIO OOJBHBIX
cuHIpoMoM Aubireiimepa. OO1IHOCTE cuHApoma Jlay-
Ha W CUHApOMa AJIbIreliMepa 10 OCOOCHHOCTSIM ITaTo-
TeHe3a, XapakTepy HeWpoaereHepaTUBHBIX W3MEHEHMI
(oOpa3oBaHue OJsIIEeK, UCTOHYEHUE IIUITMKOB — I10-
CTCUHATNITUYECKUX CTPYKTYP Ha allMKaJIbHBIX JICHIPUTAX
HEWPOHOB KOPHI OOJIBIINX TOTYIIAPUI TOJIOBHOTO MO3-
ra W ap.), a Takke BBICOKMI PUCK Pa3BUTUS CHHIpOMa
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AublireiimMepa y XKeHIIUH, POAUBIINX peObeHKa ¢ CUHIPO-
MoM JlayHa B IOHOM BO3pacTe, MOBBIIIAIOT 3HAYMMOCTb
HCcclieIoOBaHUs TaHHbIX 3a00sieBaHuUii. Pa3paboTka HOBBIX
JIMarHOCTUYECKMX METOMIOB Mpu cuHapoMe JlayHa, nsyde-
HUE MAaTOTeHETUYECKUX 3BEHbEB MAaTOJIOTUU, IOPAXKEHUS
BHYTPEHHUX OPTraHOB U APYrue acneKTbl MPpooieMbl TPU-
00peTaloT MO 3TOU MPUUYMHE MOBbILIEHHbIN UHTEpeC [3].

BuonornyeckumMu mnapaMeTpamu, CBOMCTBEHHBIMU
JUISl MAMEHTOB C CUHAPOMOM JlayHa | OTJIMYAIOIIUMU
UX OT 3J0POBbIX JIMILl, MOXET CIYXWUTb XapaKTepUCTUKA
MOJMMOPGHBIX TEHOB, UTPAIOIIUX BAXHYIO POJib B pa3-
BUTUU Pa3HBIX 3a00JIeBaHUIt U MpoLeccax MoAaepKaHusl
cTabWIbHOCTU TeHoMa. PaHee ObUM OMYyOJMKOBaHbI UC-
cJieloBaHUsl poJid reHa pS3 B pa3BUTUM MeTaKapUOLU-
Tryeckoi neiikemun (mytauuu Gly245Val u Arg72Pro)
npu 6one3nn JlayHa [4]. OmHako accoumauusi Mexmy
MoJMMOPGOHBIMU T€eHAMU U MOPaXKeHUEM OTIEIbHBIX Op-
raHoB Tpu cuHApoMe JlayHa ellle He U3BecTHA. B cBs3u
C 3TUM 3a7iaueii HacTOSILLEro UCCIeNOBaHUS ObUIO U3yYe-
HUE BO3MOXHOU KOPPEJSIIUM MEXIy PSIIOM TMOJUMOpP-
(HBIX TEHOB U MOPAXXEHUEM OPraHOB U CUCTEM OPraHU3-
Ma jieTeit ¢ cuHapomoM JlayHa.

XAPAKTEPUCTHUKA JIETEI 1 METO/IbI
NCCJIENOBAHNUSA

O6cnenoBanbl 30 mereit (16 MaabunkoB M 14 nmeBo-
9YeK) BBO3pacTe OT6 Mec 10 2JieT C IIUTOJOTUIECKHU
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MMOATBEPXKIEHHBIM JAuarHo3oMm cuHapoma JlayHa. Bce
o0cieoBaHHble TMAalMEHThl SIBJISUIUCH €BporeougaMu
U HE COCTOsIIM B poAcTBe. KOHTPOJIbHYIO TpYIINY coCTa-
Brn 40 3M0pOBBIX JeTel U JOHOPOB B Bo3pacTe 10 26 JIeT
(3 HUX 32 — 5Mua MyxXcKoro moja). 3abop 2—4 M
KPOBU OCYILIECTBJISIIM ¢ UHDOPMUPOBAHHOIO  COIJia-
CUSI TOCYNApCTBEHHOTO OMEKYyHa WJIM POAWTENEH JeTeil.
ITpu o6cnenoBaHuM OONbHBIX IE€TEN YUUTHIBAIM HATUYUE
MaToJIOTMK CO CTOPOHBI cepala (Mopoku cepaua, GyH-
KUMOHAJIbHbIE U3MEHEHMS CEPIEUHO-COCYIUCTON CUCTE-
Mbl), IeyeHU (runepdepMeHTeMuUsl), JIErkux (M3MEHEHUsI
Ha (poHe MepeHeCeHHBIX PECTUPATOPHBIX 3a00JIeBaHUIA),
rja3 (JaKpuoOLUUCTUTBI), KOXU (I€pMATUThI).

boutu uccnenoBaHbl NoJUMOp@HbIE BApUAHThI TEHOB
penapauuu (XPD, XRCC1) u netokcukauuu (GSTMI,
GSTT1), npyuHUMaIIMe y4acTue B IIpoleccax BOccTa-
HoBieHus1 noBpexaeHuit JJHK, nerokcukauuum kceHo-
OMOTUKOB W UrPAIOIIME BaXHYIO POJIb IPU CUHIPOME
HayHa, 1151 KOTOPOTO XapakTepeH MOBBILIEHHBIA Yypo-
BeHb CBOOOAHBIX panukanoB. Beigenenue JHK u3 mum-
(o1uToB nepudepuyeckoit KpoBu, YCIOBUS MPOBEACHUS
aMIuiiGuKalm, Mocjaen0BaTeJIbHOCTU PaiiMeEPOB U yc-
JIOBUS MPOBeNeHUs 3JIeKTpodopesa onrcaHbl paHee [5].

[aHHble 0OpabaThiBaii C MPUMEHEHUEM KOMIIbIO-
TepHOU TmporpaMMbl Statistica for Windows, Bepcust 6.
J1OCTOBEpHBIMU CUUTAIM Pa3Inuus U KOI(HOULIUEHTHI
koppenssuuu npu p<0,05. Paznuuus Mexmy rpynmiamu
pPacCUUTHIBAJIA C MPUMEHEHUEM HeMapaMeTpUuyecKoro
METO/la CTaTUCTUYECKOTO aHaiu3a TOYHOTO KPUTEPUsI
Dumepa.

PE3VJIBTATbBI

PesynbraThl paboThbl CBUAETENBLCTBYIOT O HAJMYUU
CBSI3M MEXJy COYeTaHWEM aJuleJibHbIX BapuaHToB XPD
Asp312Asp u Lys751Lys reHOTUIIOB ¥ TIaTOJIOTMEN cepalla
(paznuuust 1OCTOBEpHbI). 3a00JIeBaHUST KOXU OTCYTCTBO-
Banu nipu XPD Asp312Asp v ipu couetanuu Asp312Asp
u Lys751Lys renotunos no reHy XPD. B uccienoBanHoi
rpymnmne Obl1a Takxke BbisiBieHa cBsizb XRCC GIn399GIn
u couetanusi XPD Asp312Asp u Lys751Lys reHoTtumnos
c maTtojiorveid TmevyeHu. B Hamedl rpynmne nauuMeHTOB
c cunapoMoM JlayHa He ObLIO0 OOHApyKeHO accolua-
LIMU MEXY UCCIeTOBAHHBIMU F'eHaMU U 3a00J1eBaHUSIMU
a3, TakuMm 00pa3oM, Ha OCHOBE M3YYEHMS MOJMMOP-
(bHBIX TEHOB MOXET OBITH HE TOJBKO KOHCTATHUPOBAHO,
HO M MPeACKa3aHO Pa3BUTUE MATOJIOTMH BHYTPEHHUX OP-
raHoB, KOXU Npu cuHapome JlayHa.

OBCYXKIEHUE

B Hacrosiiiiee  BpeMsi CYILECTBYET OIPOMHOE YMCJIO
MyOJMKaliA 00 accolManusax 3a00JeBaHUN YesloBeKa
C OMpeeleHHbIMU TeHAMM WJIU UX OJTMMOPGHBIMU  Ba-
puaHtamu. Tak, y Matepeii, UMEIOIIMX AETel C CUHIPO-
MoMm JlayHa, HabIomanach MpenMyIIeCTBEHHAsT BCTpeyae-

HACJIE4ACTBEHHbBIE N BPOXXEHHbBIE BOJIESHU

MocTb iosmmMopdHoro BapuanTa reHa MTHFR C677T [6],
YTO MOXET CITY>KUTh MapKepOM TIPH TIOITYJISIITUOHHBIX MC-
CJIEIOBAHUSX W TIPOTHOCTUYECKUM TTOKa3aTesIeM B CITyJae
MEIMKO-TeHETUIECKOTO KOHCYTETUPOBAHMS.

TeneTnaeckuit TTOTMMOPGU3M, XapaKTepHBII
IUTS OTIPEICTICHHON TIaTOJIOTUM, TIO3BOJISIET OIICHWUBATH
PYICK Pa3BUTHS OHKOJIOTMUECKUX 3a0omeBaHuil. Tak, ne-
(bekTHI B ccTeMe perrapauy WK JaXe TeTepO3UTOTHOE
HOCUTEJTBCTBO COOTBETCTBYIOIIMX MYTaIlUii OOYCIIOBIIH-
BaIOT BBICOKYIO MPEAPACION0XEHHOCTb K PaKy U OCI0XK-
HSIOT ero Jeuenue [7]. Hanpumep, Mytauuu B konoHe 12
reHa K-ras SBJISIIOTCSI BRICOKOMH(MOPMATUBHBIMU TSI TH -
arHOCTMKM paka MoIXKeTyI10uHO xkene3bl [8]. MeHbluunii
PUICK pPa3BUTHUS paKa JIETKMX OKa3ajJcs IIPU TeHOTHUITe
XPA23G no cpaBHeHuIo ¢ AA wiu AG-reHotunamu [9].
Ocoboe 3HaueHUe TeHETUYECKUI MOJUMOPdU3M TPpUO-
OpeTaeT B Bompocax JiedeHHsI. YeTKast acColraIus oJv-
Mopdusma HekoTopbix TeHoB (SOD2, XRCC1, XRCC3)
ObITa OOHApYXKeHa MPU Pa3BUTHH HEOJIArONPUATHBIX -
(exToB (peKTaslbHOE KPOBOTEUECHHE, HapYIIeHUEe MOYe-
BBIICJIMTEIPHON (DYHKIIMN) B pe3ysIbTaTe paguoTepariiu
paka npezacrareabHoi xenessl [10].

ITpu HekoTOpbIX 3abosieBaHUsIX Oblla OOHapy-
XKeHa KOpPENsIus MEXIy KIMHWYECKON CUMIITO-
MAaTUKON W OCOOCHHOCTIMU TEeHETHUYECKOTO TIOJHU-
Mmopdusma. Tak, mamueHTHl C aHeMuell PaHKOHMU,
nMmetonie reHotunmn FANCCIVS4+4A—T, ornnyannch
0oJiee TSKEJIbIM TeuyeHreM 00JIe3HU, BBICOKOI YaCTOTOM
BPOXICHHBIX Ne(eKTOB, PaHHUM IIPOSBICHUEM aHe-
MUHM, TOTA KaK MauueHThl ¢ reHotunom FANCC322,G
WMET CPaBHUTEIBHO Majlo BPOXICHHBIX Ne(HEKTOB,
a aHeMHUs y HUX pa3BUBajach B Oojee TMO3THUE TEepH-
onbl xku3Hu [11]. Ha ocHOBaHUM BCTpEeYaeMOCTU TOTO
WM MHOTO TEHOTUIIAa MOXET OBITh TIpelcKa3aHa BhICO-
Kasi BEpOSITHOCTb Pa3BUTHS OIpPEIeICHHBIX 3a0oJieBa-
HUWI WIK HapylieHui [6, 12].

Y GonbHbIX ¢ cuHIpoMoM JlayHa HaMu paHee ObLT 13-
VUYeH DSl TTOJIMMOP(HBIX TEHOB, CBSI3aHHBIX C IETOKCH-
kanueit (GSTM1, GSTT1, GSTP1), onkorenezom (p353),
penapauueit (XPD, XRCC1), Merabonuzmom ¢oaToB
(MTHFR) u np. bbin obHapyxeH psii ocoOeHHOCTEl
BCTPEYAEMOCTH 3TUX ITOJIMMOPGHBIX BapHaHTOB TE¢HOB
npu cuHapome dayna [13—15].

B Hacroseit pabote OBUTM BBISBJICHBI TOCTOBEP-
HBIE acCOIMAIIMM MEXIy TOpakeHNeM COMaTUIeCKUX
OpraHOB W KOXW Y IMAIIMEHTOB C CMHIpoMoM JlayHa
C HEKOTOPBIMUA  TTOMTMMOPGHBIMU  BapWMaHTaMU TEHOB.
[MomyyeHHBIE HOaHHBIE MOTYT CJIYXUTh OCHOBaHHMEM
IUJIS1 LIeJIeHANpaBIeHHOTro 00C/ie0BaHUs JeTeil U paHHe-
TO Ha3HAYeHUs JiedeHUs. [1ombITKa TTPOTrHO3a Pa3BUTHS
JIEHKeMUU TIpu cuHApoMe JlayHa Ha OCHOBE OTHOTO IT0-
JmMop@dHOro reHa ObuTa cieiaHa paHee [16].

TakuM 00pa3oMm, pazpadaTbiBaeMblil MOAXOM K U3y4e-
HUIO acCOIMAIIN OTIPEAEICHHBIX MOTMMOPGHBIX TEHOB
C TIATOJIOTHEH TIPY OTIPENeIECHHOM CHHIPOME TPeICTaB-
JISIETCS TTEPCTICKTUBHBIM B KIIMHUYIECKUX UCCIICTOBAHUSX.
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3acyxuna I JI. u coaem. TomuMopbU3MBI TEHOB 1 TOPaXeHUe BHYTPEHHUX OPTaHOB Y leTeli ¢ cuHapoMoM JlayHa

3AKIIOYEHHUE

ITpu cunapome [dayHa BbISIBJIEHA accOLMalUs MEXIY

MOPaKEHNEM OTIEIbHBIX OPraHOB Y HEKOTOPBIMU AJLIE/b-
HbBIMUA BapuaHTaMM MOJIUMOPGHBIX T€HOB, KOHTPOJIUPY-
IolIMX 3allMTHBIe MexaHu3Mbl kieTku (XPD, XRCC1).
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