JICIUH KPUTHIECKOH 001acTi XpoMOCOMEI 17, KoTopast Tokann3oBaHa B cermente 17p13.3 u comepsxut ren LIS, oTBeyaro-
i 3a aHoMau# (opMupoBaHms Mo3ra. JlabopaTtopHas IHarHOCTHKA CHHApoMa mpoBonutcs B bemapycu ¢ 2008 roxa.

Martepuana u metoabl ucciaegopanus. O6cnenoBano 10 manueHToB B Bo3pacte ot 10 qHEl 10 2 et 8 MecsIes ¢
KIIMHUYECKH TIPeIIoaraeMbIM ANarHo30M CHHApoM Muntepa-Jlukepa. Bo Becex citydasx BBITOIHEH CTaHAAPTHBIN aHa-
3 KapuoTtuna. BersiBnenne mukpozenenuu 17p13.3 ocymecTBIsIOCh C MOMOLIbIO MOJIEKYJIIPHO-LUTOTE€HETUYECKOTO
Metona ¢uryopecteHTHOH in situ rubpunusanuu (FISH) ¢ ucnonszoBannem JHK-nipo6sr LSI Miller-Dieker Region
Probe (Abbott, CIIIA).

Pe3yabrathl. 1o pe3ynsraraM cTaHIapTHOTO KapHOTHITMPOBAHKS HHU B OJHOM M3 CIy4aeB BHIMMBIEC CTPYKTYpHBIC
epecTpoiKu XpoMocoMbl 17 o0HapykeHs! He Obuti. Mukponeneuus del (17)(p13.3p13.3) Obuia nneHTH(UITIPOBaHA
¢ momomrpio Meroga FISH y nByx mpobaHmoB: 1eBOYKH U MalsdHKa B Bozpacte 3,5 u 10 MecsieB cOOTBETCTBEHHO. B
000MX CIy4asx A€TH POOHUINCH B CPOK C HOPMAIBbHBIMH (DPH3MUECKUMU NoKasatessiMu. [1pu oOciieroBaHny mpobaH10B
ObLTH OOHAPY’KEHBI BPOXKICHHBIEC TIOPOKU Pa3BUTHS: y AEBOUKH JIMCCOHIE(DANUs U ruaponedanis; y MalsauKa JHc-
CHHIE (AN, AUCTCHE3NI MO30JIMCTOTO Tela, BEHTPUKYJIOMETaNINs], KOMIUIEKCHBIN BPOXKJICHHBIH ITOPOK Cep/ALia, KPHII-
Topxu3M. B Bo3pacte 10 mecsneB y 000MX MAaIMEHTOB OTMEUEHO: (PU3UIECKOE Pa3BUTHE IO BO3PACTY, MOTPAHUIHAS
MHKpoueanus, BEIpaKeHHas 3aJIep>kKKa MOTOPHOTO M [ICHXO0-PEYEBOT0 Pa3BUTHS. Y MEPBOTO NMpoOaHIa CyA0pOTH OT-
CYTCTBOBAJIM, y BTOPOTO HAOIIOAAIACh T€HEPATN30BaHHAs SMIICHICHS ¢ HHAHTHIBHEIMU cria3Mamu. B Bozpacte 1,5
ner u 2 et 3 MecseB 06a pedeHKa ObLIN OCMOTPEHBI TOBTOPHO, BRIPAXKECHHAS 3a1ep)KKa IICHX0-MOTOPHOTO Pa3BUTHS
coxpansiack. AHanu3 FISH kaproTumoB poamrenell CTPYKTypHBIX cOalaHCHPOBAaHHBIX MEPECTPOEK C BOBICYCHUEM
KpuTHYecKoro cermenTa 17p13.3 He BersaBmi. TakuM 00pa3zoM, B 000HX CITydasx XpOMOCOMHAs aHOMAaJTUs BO3HUKIIA de
novo. 310 00ycClIaBINBAET HU3KUI PUCK IIOBTOPHOTO POXKICHUS B CEMbe peOCHKA C JAHHOH MaTOJIOTHEH.

3akiovueHue. 3HaHUE ITHOJOTHH 3a00JIEBaHUS SBIIETCS HEOOXOMMMBIM KakK JUIsl BBIOOpa KOMILIEKCa JIe4eOHO-
peadMINTAIIIOHHBIX MEPOIPUATHH, TaK W U1 MEIUKO-TCHETHYECKOTO KOHCYIBTHPOBAHUS CEMbU W ITIAHUPOBAHHSA
MIPEeHaTaJIbHON TMarHOCTHKH.

XyHnosckas JLIO. . .
MNPOTHOCTHUYECKHE ACIIEKTBI TEYEHUS A3BEHHOU BOJIE3HU Y IETEU
Bykosunckuii cocyoapcmeennviil meouyunckuil ynueepcumem, Yeprosysl, Yxpauna

S13Bennast Oosesns (S1b) kenmyaka W IBEHAIUATUIIEPCTHON KHIIKH OCTAeTCsS OJXHOW M3 aKTyallbHBIX IPOOJIEM co-
BPEMEHHOW JIETCKOM racTposHTeposioruy. Hamimune MHOTHX TEOpHH 3THONATOreHe3a sI3B000pa30BaHMs 1 HEBO3MOXK-
HOCTb BBIJICJICHHSI €MHCTBEHHOH CITy>KaT MOATBEPXKICHHEM HEOOXOANMOCTH TITyOOKOTO M BCECTOPOHHETO M3yUYCHHUS
TIaTOJIOTHH.

B nocnennee BpeMst ydeHbIE IPUXOIAT K BBIBOAY, YTO JECHHXPOHO3 SIBISIETCS] OTHOM M3 OCHOBOIIOJIAraloNHX IPH-
YMH BO3HUKHOBEHMS XPOHUYECKOHW Maroioruu. [J1aBHBIM OHMOPEryssiTOpOM SIBISIETCS SMU(HU3 M TOPMOH MEJTaTOHWH
(MT). Crioco6HOCTs MT yiydIiaTs MUKpOLMPKYJISIIUIO, PEryJINPOBaTh NPOIH(EpaIyio, a TAKXKE CTUMYIIHPOBATH CHH-
Te3 mpocTariaHguHOB E B 30HE mopakeHHs1, pa3peliaeT paccMaTpuBaTh HEIeco00pa3sHOCTh U3yUeHHSI U3MEHEHNE €TO
KOHIIEHTpalmu npH SIb 1 BO3MOXXHOCTB HCIIOIB30BaHUS TOJIyYEHHBIX PE3YJIbTAaTOB B KAYECTBE MPEANKTOPOB IIPOTHO-
3MpOBaHUS TEUCHUS 3a00IEBaHN.

K racTponpoTeKTHBHBIM BelllecTBaM MOXKHO oTHeCTH MOoHOokcu a3ota (NO). On obnagaeT MOIIHBIM OaKTepHINA-
HBIM JICHCTBHEM, YTO aKTyaJbHO C TOYKH 3PECHUS BBICOKOW MH(UIIMPOBAHHOCTH CIMN3UCTONH 0OOJIOYKH TacTpomyose-
HAJIBHO 30HBI MuKpooprarm3MmoM Helicobacter pylori (H. pylori).

enp nccnenoBanus - yCTaHOBUTH HaJIMUUe M3MeHEeHUs1 KoHIeHTpau MT B Moue nu NO B CBIBOPOTKE KPOBH Y
0onpHBIX SIb nereii.

O6cnemoBano 40 nmeteit 7 - 18 et crpanaromux S1b - ocHOBHas rpymma uccienoBanus, u 20 MPaKTHYSCKH 3110-
POBBIX JIeTel TOTO K€ BO3pacTa — IrpyIiia cpaBHEHHs. Bce 1eTH mponum nosHoe o0mEeKIMHIYECKOe U 1ab0paTopHO-
HMHCTpyMEHTaJbHOE obOcienoBanue. Yposenb NO onpenensuii B KpOBU C UCIIOIB30BAaHHEM OMOXHMHYECKOTO METOAA,
a 0 KoHueHTpauuu MT cynuim o KoIm4yecTBy ero MeradosmTa — 6-cynb(aToKCHMEIaTOHNHA B yTPEHHEH MOoYe C Hc-
T10JIb30BaHNEM UMMYHO(EPMEHTHOTO METOAA.

YeranosneHo, uto yposeHb MT y GonbHBIX nereit (43,4+1,2 Hr/mi) B 2,8 pa3 npeBbIIACT JaHHBIN [TOKA3aTeNb Y
nereit rpynmsl cpaBHeHus (15,5+0,9 ur/mi), a xonnentpanus NO y nereit ocHoBHoi rpynmsl (11,1+1,4 MKkMons/i)
noHmwkena B 1,5 pasa. JlocroBepHoii pazHUIEI Mekay rmokazatessMid MT y OoibHBIX HHOUIMPOBAaHHBIX U HEUH(UIH-
poBansbix H. pylori He ycTanosieHo, B To BpeMs kak ypoBeHb NO y H. pylori-nonoxurensHsix aereii 6611 B 1,7 pasa
Hke. [Ipy KOHTPOIBHOM HCCIIEI0OBaHNM Yepe3 4 Henelu rmocie Kypca jJedeHus 3a00eBanust 00Hapy)KeHa TeHACHINS
K cHmwkeHnto ypoBHs MT (34,2+1,6 ur/mi) u noseirenuto koHneHtpanun NO (16,1+0,9 MKMOIB/IT), 9TO MOXKET HC-
TI0JTh30BAThCS B KAYECTBE MapKepa Nepexosa 3a001eBaHus B CTaANI0 PEMUCCHH.

Taxum obpazom, n3ydenne yposast MT 1 NO no3Bossier cynuth o uHuimpoBanHocTd H. pylori u craguu Tedennst Sb.
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