Pesynbratu nocmimkeHp mokasainu, mo aenerii 7,8 ek3oHiB reHa SMN Ta ex30Ha 5 reHa
NAIP cynpoBOIKyOTbCS BaXKUMH KIIIHIYHUME nposiBaMu CMA.

[IpuBeneHbl pe3ysbTaThl AEIEHUOHHOTO aHaiu3a 7-ro u 8-ro 3k30HOB reHa SMN u 5-ro
sk30Ha reHa NAIP B nmpo6anzos ¢ LI, III Tunamu CMA u3 3amagHoro peruoHa Y KpauHbl.
Pesynbrarel nccnenqoBaHui mokasanu, 4to jaenenuu 7,8 sk30HOB reHa SMN u sk30Ha 5
reHa NAIP conpoBoxkaaroTcs TsSKeIbIMU KIMHUYECKUMH TposBiieHussMu CMA.

It is shown the results of 7 and 8 exons of SMN gene and 5 exon of NAIP gene deletion
analysis among probands with I, II, III types of SMA from the west Ukrainian region. The
results revealed that deletions of the SMN gene 7 and 8 exons and 5 exon of NAIP gene
were detected among the patients with heavy clinical symptoms of SMA.
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PACHHPEJEJEHUE 'EHOTHIIOB 110 JIOKYCAM PONI1 H APM1
B I'PYIIIE JOHOPOB HACEJIEHUA XAPBKOBA

DHJIOKpPUHHBIE W KAapIUOBACKYJIsIpHBbIE  3a00ieBaHMs ~ SBISAIOTCS — HamOolee
MHOTOUYHCJIEHHBIMU B TPYyIMIE TaK Ha3blBaeMbIX «O0JIe3HEW HMUBMIM3AILUNY, TIOATOMY MOMCK
X Mapk€poB U KaHJHUJATHBIX TEHOB — aKTyajbHas 3a/1adya MEIUIIMHCKON reHeTHKHU. B cBs3M
UMEHHO C 3TOW MpoOJIeMOi MHTEHCHBHO HCCIENyeTCs] MOJMMOP(U3MBI reHa MapaoKCOHA3bI
PON-1 u rena agunonexktuda APM]I.

['en mapaokcoHa3bl JOKAIM30BaH Ha cebMoi Xxpomocome (7q21-22) [1]. Ero npoaykr
— ¢epMeHT mapaoKkCcoHa3a MPOSBISET aKTHUBHOCTh IO OTHOIICHHUIO K IIUPOKOMY CIEKTPY
cyOCTpaToB, y4yacTBYs B JETOKCHKauu opraHodocharoB, Npemynpexaas aTeporeHHbIC
Moau(UKAIK TUTOMPOTEHHOB HU3KOW U BBICOKOW TIOTHOCTH [2-4]. M3BeCTHBI pa3muvHbIe
nosmmophusmel PON-1, puBOASIIIHE K W3MEHEHHIO aKTUBHOCTH TapaokcoHasbl. OIuH U3
HUX — OJHOHYKJICOTHIHBIH moimumopdusm (single nucleotide polymorphism, SNP) PON-I
MpeACTaBsieT co0oil HecuHOoHMMHUUYecKyro 3ameHy Q192R SNP B Region Ex6+78A>G [1].
[Homumopdusm PON-1 192 HeoauHAKOBO MPECTABICH B Pa3HBIX MOMYJSIHAX U MO-Pa3sHOMY
acCOITMUPOBAH C KapJAMOBACKYJISIPHBIMU U YHJIOKPUHHBIMU 3a001eBaHusAMH [5-7].

I'en anunonextuHa APMI, HaxoguTcs Ha TpETbe XpoMmocome B Jokyce 3q27 [8, 9,
10]. EMy oTBOIUTCS pOJIb KaHIUIATHOTO T€HA caxapHoro auadetom 2-ro tuma [11], Tak kak
MOPOAYKT ATOTO0 ITeHa — TOPMOH QJMIOHEKTHH, MOIYJIUPYS UyBCTBUTEIHHOCTh K WHCYJIUHY,
Y4YacCTBYET B PEryJiIlIUM HHCYJUHOpE3UCTeHTHocTH [8, 12—14]. Kak mnokazaHo Ha psne
STHUYECKUX TPYNI U MOMYJSIU, OJHOHYKICOTUIHBIA MOTMMOPPU3M , MPEACTABISIOMINN
coboii 3ameny ryanuHa (G) Ha tumuH (7) Bo BTOpoM uHTpoHE (SNP +276G>T (pernon
IVS2+62G>T)), nHaubosnee TeCHO, aCCOLIMUPOBAH C 3a00JICBAHUEM.

HecoBnanenue pe3ynbTaToB OTHOCHUTEIBHO aCCOIMAIIM TeHOB C 3a0oeBanusMu [12,
15-18] BbBI3BIBaET AMCKYCCHUU CpPEOU YUYEHBIX, B KOTOPBIX BBICKA3BIBAIOTCS pa3INYHbIE
COOOpakKeHUS ~ OTHOCHTEJIBHO  HWCTOYHHKOB  pasHormacuii. OpHOW W3 TPUYHH
HECOTJIACOBAHHOCTU PE3YJhTAaTOB HA3bIBAIOT CTATUCTUYECKYIO (DIYyKTyaluio, CBS3aHHYIO C
pasMepoM  BBIOOPOK, CTAaTUCTHYECKHE  TMOTPENTHOCTH, CBsi3aHHBIE C 3 deKToM
MHOXXECTBEHHBIX CpaBHEHMH, paboTOil Ha cMeImEHHBIX BbIOOpKax. B kadecTBe apyroi
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NPUYHHBI HA3bIBAIOT HECOMOCTAaBUMOCTh XapaKTEPUCTHKU TE€HO(MOHIOB y TPEICTaBUTEICH
pa3HBIX ATHUYECKUX TPYINI W TOMyJSIIHA, HE Y4YET Moja U BO3pacTa OOCIEIOBAHHBIX.
CuuTaercst TakKe, YTO NMOMEXU MOTYT OBITh CBSA3aHbI C HEOJMHAKOBON CEMENHON ncTopuei
oOcnenoBanHbIXx. Kpome TOro, MoryrT He CcOBNaAaTh KpPUTEPUU TpuU (GOpMHUPOBAHUU
KOHTPOJIBHOM TPYyIIIIBL.

Cas3p monumMop(du3mMa reHOB ¢ OCOOEHHOCTAMU MeTaboiu3Ma OOBIYHO HU3Y4aloT Ha
rpymnmax OOJIbHBIX, TO3TOMY JaHHBIX O pacHpeAeNieHHHd MOJIUMOPPU3MOB B OOIINX
NOMyJSIUSIX HEeMHOro. Mexay Tem, uHbOpMalus O PETHOHAJIbHOW YacTOTe ajiene u
TEHOTUIIOB SIBISieTCST TOW 0a30il, Ha KOTOPOM CTPOUTCS CHCTEMAa TI'€HETHYECKOIO
MPOTHO3UPOBAHMS U TEPBUYHON TpodumakTuku. Bc€ H3M0kKEHHOE OINpenenuio Leb
JTAHHOT'O MCCIIEJOBAaHUSA: CPAaBHUThH paclpeiielieHue I'e€HOTUIIOB B BBIOOpPKE W3 HacelleHUs
XapbKoBa 10 ABYM ayTOCOMHBIM reHaM PONI u APM1.

MarepuaJbsl 1 METOAbI

OOpasupl KpoBH U reHeanornyeckue naHHbie 109 1oHOpPOB OBUIM TOMy4YEHBI Ha
XapbKOBCKOM 00JAaCTHOW CTaHIMU CIY>KOBI KpOBH € WX mHcbMeHHoro cormacus. JTHK
BbIJIETICHA W3 JICWKOLMTOB MPU MOMOIIM HOHOOOMEHHOU cmoinbl Yenexkc-100 (ChelexR100)
[19]. OmHOHYKJICOTUIIHYIO 3aMEHy, KOTOpasi BeIeT K HM3MEHEHHI0O B aMHHOKHCIOTHOM
MOCJIEIOBATEIbHOCTH MAPAOKCOHA3bl B O3ULKMU 192 ¢ riroTaMuHa Ha aprUHUH, ONPEIEIsIn
nyTéM aMIDTU(PUKAIMU B TIOJUMEPA3HOW IEMHOW peakiuu (gparMeHTa reHa pasmepom 199
nap HyKJI€OTHUIOB C MOCIEIYIOUUM THAPOIN30M 3HI0HYKIea30i BspPl. bpuin ncnonb30BaHbl
npsimoii  (PON192F  TATTGTTGCTGTGGGACCTGAG) wu oOparsaeii  (PON192R
GACATACTTGCCATCGGGTGAA) paiMepsl [20]. Onpenensum TaK¥Ke
OJIHOHYKJICOTHIHYIO 3aMEHY, JIOKAJIM30BAaHHYI0O BO 2 MHTpPOHE TeHa aaumnoHektuHa (SNP
+276G>T). bein wucnonb3oBan mnpsmoit (APM276F GGCCTCTTTCATCACAGACC) u
oOpatsbiii (APM276R AGATGCAGCAAAGCCAAAGT) npaiimepsl U 3HJI0HYKIIeaza Smal
[21]. B xaudectBe Mapképa MoseKyJIsspHOH Maccel Obuta wucnons3oBaHa JHK pUCIY,
THIIPOJIM30BaHHast 3HIOHYKiIea3oit Mspl. Paznenenune ¢parmentoB IHK mocrne pectpuximu
MIPOBOJIMIIU C TIOMOIIBIO ANeKTpodopesa B 2 % arapo3HOM reje.

[IpoBepka CTaTUCTUUECKUX THIIOTE3 O COOTBETCTBHH (DAKTUUECKOTO M TEOPETUYECKOTO
pacnpeneseHnii IpoBeeHa ¢ MOMOIIBIO KPUTEPHUSI x2 Ha ypoBHe 3HaunMoctu p<0,05.

Pe3ynbratnl 1 00Cy:K1eHHE

B m3yuennoit rpymme no reny PONI vactota aymenst Q coctasisier 0,67, amnens R — 0,33.
PacripeniesieHrie  T€HOTHUIIOB 3HAYMMO HE OTIMYAETCS OT COOTHOILIEHHUS, XapaKTEPHOIO sl
MAaHMUKTUYECKOU MOy iy, B 3Tol ske rpymre yacToTsl ajvenet reHa APM1 coctaBumm aiist T u
G cootBerctBeHHO 0,55 u 0,45. Ilo sTOMy TeHy (aKTHYECKOE COOTHOIICHHWE T'CHOTHIIOB C
TEOPETUYECKH OKMIaeMbIM He coBrnasyio (Tabi.l). YmenbHeiii Bec rereposuror 1G oxazancs 1,55
pa3 OoJIbIIIe, a YHUCII0 TOMO3UTOT MEHbIIIe, YeM TpH tanmukcuu (77 coctasiset 0,55, a GG 0,33 ot
TEOPETUUECKH O’KHIaEMOT0).

Tabnuya 1
Pacnpenesienue reHOTHIIOB
KonunuectBo
Jlokyc I'enoTurmnsl Craructuku
(bakTuueckoe TEOPETUUECKOE
00 47 49,38 v = 1,44; o= 3,84; df
PONI OR 53 48,64 =1;p>0,05
RR 9 11,98
T 17 31,16 =31,0; ¥« =3,84;
APM1 TG 79 50,98 df=1; p<0,001
GG 7 20,86

TpuMedanue: X~ 1 Y s — GAKTHYECKOE H [IOPOTOBOE 3HAYCHHE KPUTEPHS, df - YHCIIO CTETEHEH
CBOOOMBI, p — YPOBEHb 3HAUUMOCTH
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B kauectBe 0OCYyXICHHsS TPHYUH, MO KOTOPHIM HW3ydYeHHas TpyIa oOKa3aiach
CMEIIEHHON OT COCTOSTHHSI paBHOBECHS, MOKHO BBIIBUHYTH CleAytonie npuuuael. OqHa u3
HUX — OTOOp B MOJIb3y FE€TEPO3UTOT. Y UYUTHIBAS, YTO B COBPEMEHHOM HACEJICHUH XapbhbKOBa J10
B3POCJIOTO COCTOSIHUS TOKUBaeT mouTu 98 % ponuBmmxcs [22], MOKHO TPEANOI0KUTh, YTO
TaKOW OTOOP MPOMCXOTUT MPEHATATBHO M OCYIIECTBISETCS MYTEM AJIMMUHAIIMA TOMO3UTOT
WIM W30MpaTeNbHOTO TETEPOraMHOrO OIUIOAOTBOpeHHss 1O Jokycy APMI. K wu30bITKY
TeTePO3UTOT MOXKET NMPUBOJUTH U OTPHUIIATEIbHAS OpadHasi aCCOPTATUBHOCTH 10 MPHU3HAKAM,
COTPSDKEHHBIM C aHAIM3UPYEMBIM TeHOM. Henb3st HCKITIOUHTh TaKkKe U TO, YTO HAOII0AaeMBbIid
3¢ dexT MoxkeT OBITh CBSI3aH C OCOOCHHOCTHIO (OopMHUpPOBaHUsS rpynmbl. [leno B Tom, 4TO
TpyIIa B CTPOTOM CMBICTIE HE MOXET CUMTATHCS PETNpPE3CHTATUBHOW BBHIOOPKOW HACEIICHMUS,
MOCKOJIBKY (hOpMHUpOBAJIaCh M3 JOHOPOB KPOBH, K 3I0POBBIO KOTOPBIX, KaK H3BECTHO,
NPEIBABISIOTCS JOBOJIBHO KECTKHE TpeOoBaHMA. BO3MOXKHO, 1O 3TOH NpUYHHE B BHIOOPKY
HE TI0MaJia YacTh HACENICHHS C OCJIA0JICHHBIM 3710pOBbeM. Takas cuTyalusi BO3MOXHA, €CIH
red APMI neicTBUTENHHO aCCOLMUPOBAH C 3a00JICBAaHUSMU, MO KOTOPBIM OIMpEEseTCs
NPUTOHOCTh K JIOHOPCTBY. B 3TOM cityuae B BBIOOPKY C OOJIBIICH BEPOSTHOCTBIO TIOMAIAIOT
aroau ¢ Oolee  KPEemKHM — 3/I0pOBBEM, YTO YacTO COMNPSDKEHO C  TOBBIIICHHOM
TeTePO3UTOTHOCTHIO.

BobiBoabl. Paznmuuust B CTPyKType NOIYJSIUM IO YKAa3aHHBIM JIOKyCaM MOTYT
yKa3plBaTh Ha WX HEOJUHAKOBYIO SBOJIIOIIMOHHO-TCHETUYECKYI0 pOJIb B IAaTOTCHE3E
DHJIOKPUHHBIX W KapIUOBACKYJISAPHBIX 3a00JeBaHUN. XOTS BBICKa3aHHBIE IMPEIIOI0KCHHUS
emeé KIYyT OKCICPUMEHTAIBHONH TPOBEPKU, HAWJICHHBIC MOMYJSIIIMOHHO-TEHETUYCCKHE
XapaKTEPUCTHKH YK€ MOTYT OBITh MCITOJIb30BaHbI B KAYECTBE OTIPABHOM TOUYKHU TPHU TOHCKE
MOJICKYJISIPHBIX MapKEPOB HACIIEACTBEHHON MPEIPACIOIOKEHHOCTH K TaKUM 3a00JICBaHUSIM
KaK caxapHbIi AualeT 2 Tuma, aTepocKiIepo3, METabOINYECKUI CHHIPOM U aCCOLIMMPOBAHHOE
C HUM OXHPCHHE, B OCHOBE KOTOPBIX JIGKUT HHCYJIUHOPE3UCTEHTHOCTH ((hopMUpOBaHHE
NOCJIETHEH TaK WM HHAa4Ye CBA3aHO C MApaOKCOHA30M MM aJIUTTIOHEKTUHOM).
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Pesrome

Cobpana vHpopmarmst o 109 mpakTHUecKu 3M0pOBBIX KUTESIX T. XappkoBa. Yactora amienst O reHa
NIAPAOKCOHA3bl CPEM 310pOBbIX skuTenel cocrasisier 0,67; yacrtora awiens R — 0,33. Pacnpenenenue
TEHOTUIIOB 3HAYMMO HE OTIIMYAETCS OT PABHOBECHOI'O COOTHOILIEHHSL. B 3701 ke Ipyrire 4acToThl auieien
rera agunoHektyHa 11 T v G cootBerctBerHO 0,55 u 045. 'ereposuror TG okazanock B 1,55 pa3
OObIIIe, a TOMO3HIOT B 2 pa3a MEHbIIIE, YeM IPH ITAHMUKCHL

3i0pana iH(popMartist mpo 109 MpakTHIHO 3MOPOBUMX MEIIKAHINB M. Xapkoa. Yacrora anmenst () TeHa
IAPAOKCOHA3U Ceperl 3A0POBUX MelIKaHIB ckianae 0,67 vactota anens R — 0,33. Poznoain reHoTuIIB
3HAYyIIO0 HE BIIPI3HSETHCA Bifl PIBHOBAKHOIO CIIBBITHOIIEHHS. B 1iii ske rpymi yactoTy asesneil reHa
amuronektuHy 11 7 1 G BimnosimHo 0,55 1 045. T'ereposuror 7G BusiBwiiocs B 1,55 pa3 Oumblne, a
TOMO3HTIOT Y 2 pa3y MEHIIIC HK MPH MAHMIKCIL.

The data about 109 practically healthy Kharkov habitants were collected. Frequency of Q allele of
paraoxonase gene is 0,67; frequency of R allele - 0,33 among healthy habitants. Distributing of genotype
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frequencies did not deviate from equilibrium. In the same group frequency of allels adiponektin gene for T
and G was 0,55 and 045 correspondingly. Heterozygotes TG were 1,55-fold higher than in panmiktic
population; on the contrary, homozygotes were twice lower.
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JNHK-TUATHOCTUKA U TEHOTUIIMPOBAHWUE M.tuberculosis Y JETEU C
JJETOYHOM ®OPMOM TYBEPKYJIE3A

[To manaeiM BO3 3a mocnieHie HECKOIBKO JIET 3a00JI€BaEMOCTh TyOEpKYIJIe30M Cpeu
B3pOCIIOTO HACEJIEHHs BBIpOCIAa B HECKOJbKO pa3. ExxeromHo B Mupe TyOepKyle3om
3a00J1eBaeT CBbIIIE § MIIH. YEJIOBEK, U Oojee 2 MJIH. YelIOBEK YMHUpPAeT OT 3Toi Oose3Hu. B
VYkpauHe KaxIbplii 1o OT TyOepkyne3a ymupaeT cBbimie 10 Toicsd denmoBek. OTMeEdYeHO
YBEIMYCHUE KOJMYECTBA CJIydyacB 3a00JIeBaHUS Yy JIMII C BIEPBBIC BBHISBICHHBIM
TyOepKyJe30M, cpei KOTOPBIX KaXKIbIM JIEBIATHIM OONBHBIM siBIsieTcsl pebeHok [1]. Pacrer
YuCIIO OOJBHBIX JETel pa3HBIX BO3PACTHBIX TPYII C MPeoOIaJaHUeM OCTPBIX, OBICTPO
MPOTPECCUPYIOUIUX AECTPYKTUBHBIX MPOIIECCOB.

OTCcyTCTBHE «30JI0TOTO CTaHJAPTa» JTaOOPATOPHON AMArHOCTUKH TyOepKyles3a y nereit
JienaeT HeoOXOAUMBIM Pa3pabOTKy W MPUMEHEHHE HOBBIX COBPEMEHHBIX THArHOCTHYECKHX
MPOLEAYP, TOCKOIbKY TpPaTUIIMOHHBIE METOIbl JUArHOCTUKUA TyOepKyse3a, Takue Kak
OAKTEpUOCKOMMYECKU U KyJIbTypaJbHBIH  XapaKTEPU3YIOTCS  MPOJOJIKUTENbHOCTHIO
BeisiBiieHHst MBT, HenoctaTouyHoil cnenuM(UYHOCTBIO M YYyBCTBUTEIBHOCTHIO. Tak, ¢
MOMOIIbI0 OaKTEPUOCKONUU BbIsBIsieTCs Jumb 10-15% nereld ¢ BEpOSTHBIM JTHUArHO30M
TyOepkyne3, u 30-40% c moMmoIpio KyJasTypaipHOro merona [2]. B mocnennee Bpems st
MOBBIICHUS 3PPEKTUBHOCTH JTaOOPATOPHON AMATHOCTUKH TYyOEpKyJie3a pa3padoTaH IeIbIid
pPSAI HOBBIX MHUKPOOHOIIOTHUYECKUX, WMMYHOJOTHYECKHX M MOJEKYJISIPHO-TeHETUICCKUUX
MeTo10B. K Hanbosee nepcrnekTUBHBIM OTHOCSITCS B MIEPBYIO OYEPE/Ib MOIX0/IbI, OCHOBAHHbBIE
Ha ucnojab3oBaHuu TexHuku I11P.

Nmerommecs: mannple o npuMenennto [P qmist muarnoctuku TyOepkynesa y nmerei
JEMOHCTPHUPYIOT Ppa3JIMUHbIE PE3yibTaThl MPOBOAUMBIX wHccienoBanuid [1]. Hekoropsie
MCCIIEIOBATENIM OTMEUYAIOT HU3KYI 4yBCTBUTENBHOCTH I[II[P-TecToB y nereit, 4to He
MO3BOJIICT UCKIIIOYUTH JUArHO3 TyOepKyJe3 B ciaydyae OTpUIATENIbHOTO aHanm3a. [Ipobiema
HenoctarouHo crnenmduuHoctu [P mnposBaser cebs B Tex peruonax, rae 1b —
PHAEMHUYECKOe 3a0oneBaHune u JsareHTHas wuHpexkuus M.tuberculosis (MBT) sBusercs
o6pryHOM [2]. Tem He MeHee, psa moaxoaoB ¢ ucnosb3oBanueM [P, memoncTpupyroT
XOpoIlue pe3yJbTaThl, KOTOpBIC TMO3BOJSIIOT Oosnee 3(dexTuBHO wucmonb3oBarh [P
npouenypy mis auarHoctuku Th y pereér [3, 4]. Meroael Ha ocHoBe [IIP saBnstoTcs
HE3aMEHUMBIMHU JJIs1 OBICTPOTO BBIBICHUS MUKOOAKTEepUid TyOepKyJie3a UX MACHTHU(PHUKAIIMN
Ha ypOBHE BHJAa U UITaMMa, HU3YYEHHUS OHMHIEMHUOJIOTUYECKUX IyTEeH pacnpoCTpaHEHUS
UHQEKIIMA C TOMOIIBI0 TEHOTHIIMPOBAHWS MHUKOOAKTEpUH, ONpeAeNeHus MYyTallHid,
OTBETCTBEHHBIX 3a JIEKAPCTBEHHYIO YCTOMYMBOCTH K MPOTHUBOTYOEPKYJIE3HBIM IpernapaTam
(AMBII). TlpumMeHeHHE HOBBIX MHUKPOUYUI-TEXHOJOTUN JUIS pEHICHHWs JaHHBIX 3a/1a4
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