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C ueJibio onpeesieHusi IPUPO/IbI THNEPONIMPYOUHEMIH HOBOPOXKIEHHBIX HCCJIEI0BAHDI IBe a3epOaiikaHCKue ceMbH. Marepuaiom
HCCJIeIOBAHMIA CITYKIJIA KPOBb HOBOPOKIEHHBIX C JKEJNTYXOi, X CHOCOB U poautesieil. COCTABIEHBI M MPOAHAIM3UPOBAHBI POIO-
CJIOBHbBIE IPOOAHIIOB, ONpe/e/ieH YPOBeHb reMOrI00MHA, IPUTPOLMTOB, OMIMPYOMHA M AKTMBHOCTH IIIOK030-6-(ocdaraeruapore-
Ha3bl, npoBeaeHo /IHK-cekBennpoBanue reda G6PD. Y npodaHI0B yCTaHOBJIEH Te(UIUT (hepMEeHTA M TeMU3UTOTHOCTD 110 IAHHOMY
rety. B ceMbsix Ipo0aHI0B y poauTelieii M CHOCOB TAKXKe YCTAHOBJIEHBI TOMO3UTOTHOE, TeTEPO3UTOTHOE M TEMU3UTOTHOE COCTOSTHHE.
‘YcTaHoBIeHbI 1Ba CpeIM3eMHOMOPCKHX BapuanTa reHa G6PD: ¢.563C>T u ¢.1311C>T, Bausiomux Ha KIMHHYECKUI mOMMOphu3M
neduIuTa NIoK030-6-docdaraernaporeHassl B 00cieayeMbix ceMbsx. OnpeiesieHne yYPOBHs 001ero i KOHbIOTHPOBAHHOTO OMJIM-
PyOMHA U AKTHBHOCTH ITIOK030-6-hocdaTaernaporeHasbl y HOBOPOKIAEHHbIX MOKET CHU3UTD TsKeJIble MOC/IeNCTBUS THIePOnIHpY-
OMHEMHM M MPEJOTBPATUTH PUCK PA3BUTHS HEOOPATHMBIX HEBPOJOTHYECKMX HAPYLICHHIi, BHI3BAHHBIX SIEPHO XKeJITYXOI.

Karouesvie caoea: oemu, eunepbunupyburemust, degpuyum 2n1ok030-6-goocghamoeaudpoeeraswl, een G6PD, mymayuu c.563C>T, c. 1311C>T.

Two Azerbaijani families were examined to determine the nature of neonatal hyperbilirubinemia. Blood samples from neonatal in-
fants with jaundice, their siblings, and parents were an object of this investigation. The pedigrees of the probands were compiled and
analyzed. The levels of hemoglobin, red blood cells, and bilirubin and the activity of glucose-6-phosphate dehydrogenase (G6PD)
were determined; DNA sequencing of the G6PD gene was carried out. The probands were found to have G6PD deficiency and to be
hemizygous for this gene. In probands’ families, the parents and siblings were also established to be homozygous, heterozygous, and
hemizygous. The examined families showed two Mediterranean G6PD gene variants: ¢.563 C>T and ¢.1311 C>T, which influenced
the clinical polymorphism of G6PD deficiency. The determination of total and conjugated bilirubin levels and G6PD activity in new-
born infants may reduce the severe consequences of hyperbilirubinemia and prevent the risk of irreversible neurological disorders
caused by jaundice.

Key words: infants, hyperbilirubinemia, glucose-6-phosphate dehydrogenase deficiency, G6PD gene, ¢.563 C>T and c. 1311 C>T mutations.

erogHss B Mupe okono 400 MJIH 4eJIOBEK MMEIOT

depMeHTOMaTUI0O — JOEePUIUT TIIOK030-6-(oc-
darneruaporerHassr (OMIM Neo 300908). 3abosieBaHuUe
HacJIeoyeTCsT PELeCCUBHO, CIEMJIEHHO C XpPOMOCOMOI
X, BCTpeuaeTcsl TpenuMyllecTBeHHO B Adpuke, A3uu,
CpemnmzemHoMopbe M Ha bmmxknem Boctoke [1—4].
DTa pacnpocTpaHeHHass SH3UMOTIATUS SBJISIETCS OC-
HOBHOW TIPUUYMHOM BO3HUKHOBEHUS HEOHATATbHOMN
KEJATYXU B SHIEMHWYHBIX TOMyasauusx. JloMUHUpoBa-
HUE aHOMAaJIbHBIX BapMaHTOB HEJIOCTATOYHOCTU TJTIO-
K030-6-(octaTtaernaporeHa3bl UMEHHO B TTOMYJISILIM-
SIX TPOIMHMYECKOTO Tosica OOBICHSIETCST OINpeaesIeHHOM
YCTOMYMBOCTBIO HOCUTENIEN K XapaKTepHOMY JUISI 9TOM
30HBI 3a00JIEBAHUI0 — MAaJSIpUM, BCIEACTBHE TOTO,
YTO Ae(OULINT aKTUBHOCTU (PepMeHTa BeJET K MAaTOJIOTHU -
YeCKOMY U3MEHEHUIO SPUTPOLIUTOB [5].

Cpenu crpan CHI' 6one3nns Hambosee pacrpocTpa-
HeHa B A3epOalikaHe, TIe B OTAEIbHBIX CellaX 3aperu-
CTpUPOBaHO 10 38% TeMUBUTOTHBIX MYX4YUH [6]. DH-
3UMOIIATUs IIUPOKO pacrpocTpaHeHa B ACTapUHCKOM
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u JlepukckoM paiioHaxX pecryOJauKu, ¢ 4aCTOTON BCTpe-
gaemoctu 28,9 1 36,4% cooTBeTCTBEHHO [7].

IIpu cuabHON BBIPAXEHHOCTU AEOUIIUT TITIOKO-
30-6-docdaraernaporeHassl  BbI3bIBAET  I'MIEPOU-
JUPYOMHEMHIO, a TIpUeM HEKOTOPBIX MEIUKaMEHTOB
W OMpenesIeHHON TUIIU BeAeT K YCUJICHUIO XKEATYXH.
Y HOBOPOXIEHHBIX C 9H3UMOITATUEN MOXKET Pa3BUTh-
cs siaepHas xeatyxa ¢ nmopaxenuem LHHC, npuuuHoii
Yyero sIBJisieTCs HapyleHne GYHKIWU TTeYeHU U TTOBBI-
IIeHHOe 00pa3oBaHNe HEKOHBIOTUPOBAHHOTO OMIIUpPY-
6una. HeoHaranbHas XeJTyXa 4acTO COMPOBOXIAETCS
HU3KOW Maccoil Tena, pe3yc-KOHGMJIUKTOM, TMOITOMY
TpeOyeTcs TpoBencHUe auddepeHINaIbHON TUATrHO-
CTUKM C YKa3aHHbIMU cocTostHUAMMU [8]. [IpumaxuHo-
Basl aHEMUs y TALMEHTOB C TUIMEePOMIMPYOMHEMUEH
He Bcerja cBg3aHa ¢ Ae@UIMTOM ITI0K030-6-docdar-
JIEeTUIPOTeHAa3bl, YTO JOKa3bIBaeT €€ TeTepOreHHOCTb,
KOTOpasi MOXeT ObITh BbI3BaHa T€HETUYECKUMU (DaK-
Topamu [9]. OnpeneneHue comepkaHUs TeMOTJIOOMHA
W 3PUTPOIIUTOB, YPOBHSI HETIPSIMOTO OMIMPYOMHA 1 aK-
TUBHOCTU DH3UMA SIBISIETCA 3HAYMMBIM METOJIOM AU-
depeHIMaTbHON AUaTHOCTUKM MPU HEAOCTATOUHOCTH
ITI0K030-6-ocdaraeruaporeHassl. st yTOUHEHMUS
JMarHo3a 4YacTo TPeOYIOTCS MOJIEKYISIpHO-TeHeTUYe-
CKUe UCCIIeIOBaHMSI.
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C 11eJIbIO OIpeesieHUs] IIPUPO/IBI 3a00JIeBaHNUST HAMU
o0ciemoBaHbl IBe azepOaiiizkaHCKUEe CeMbU, B KOTOPBIX
OBbLIN 3aPETUCTPUPOBAHBI CITydar POXICHUS JAeTel C TS -
JKeJION TUNepOoIMpyOuHEMHUEA.

Matepuan n metopapl

MarepuasoM Hcclie0BaHMI CITyKUIa KpOBb MpoOaH-
JIOB ¢ HEOHATAJIbHOM XEJITYXOM, UX CUOCOB U POIUTEIICH.
IMonHbBIE aHaMM3 KPOBU TIPOBENEH Ha TreMaTOJOTHYe-
ckom ananuzarope Coulter Counter (Sysmex KX-21N,
Sysmex Corporation). YpoBeHb 00IIIETO0 Y KOHBIOTUPO-
BaHHOTO CBHIBOPOTOYHOTO OMIMPYOMHA B KPOBU OIIpe-
nensin Ha anrmapare Cobas integra 400 plus (Roche,
[Beitapust). OmpeneneHue akTUBHOCTU epMeHTa
TJII0K030-6-(ocdaTaernaporeHasbl OCYIIECTBISIOCH Ka-
YECTBEHHBIM METOJOM (PIIyOPECIIMPYIOIINX MATEH 110 Me-
tony Beutler—Baluda [10] u KoiMueCTBEHHBIM aHAJIM30M
¢ mpuMeHenuneM Pointe Scientific, Inc., beasrus, cormac-
Ho nipotokoaty [11]. Tenpua [efiHua onpenessyiv Mo Me-
tonuke Heitum [12].

Ilpu kIMHUYECKOM O0OCIeNOoBaHUM TPOOAHIOB CO-
CTaBJISUIV U aHAJIM3UPOBaIn porocyioBHbie [13]. B uncie
OOIIMX TIPUYMH MATOJOTUYECKOM TUTTepOMITMpPYyOMHEMUN
Yy HOBOPOXAEHHBIX MCKIIOYAJTUCh HECOBMECTUMOCTh
no ABO-rpynne u pe3yc-nokasaTesisiM, CENCUC, reMaTo-
MBI M HEJOHOIIIEHHOCTD [ 14].

Jnst  TIpOBeNEeHUST  MOJIEKYJISIPHO-TEHETUYECKOTO
anamm3a JJHK skcrparmpoBaiym ¢ ITOMOIIBI0 KOMIUIEK-
ta PureLink Genomic DNA Mini Kit (Invitrogen, Life
Technologies, CIIIA) cormacHo mpotokony [15]. Tlpo-
BepKy kauectBa/koHueHTpauun JIHK, skcrparupoBaH-
HOI M3 KpOBU, TpoBOAMIM TNpu Tomoinu NanoDrop
1000 Spectrophotometer, A=260/230 am, A=260/280 HM
(Thermo Fisher Scientific, CILIA) cooTBeTCTBEHHO MpO-
ToKoy [16]. PesynbsraTsl mommMepa3HoO TeTTHOM peak-
LIMY TIPOBEPSITACH Ha 2% arapo3HOM Telle.

JAHK-cexBeHUpOoBaHUE MPOBEIEHO C WCIOJb30Ba-
HueM Terminator Ready Reaction Mix of ABI PRISM®
Big DyeTM Terminator Cycle Sequencing Ready Reac-
tion Kit, v 2.0 (Perkin-Elmer, Applied Biosystems, CILIA)
Ha ABI PRISM™ 310 DNA Sequencer (Applied Biosys-
tems, Foster City, CA, CIIIA) u ABI PRISM™ 3500xL

JlaGopaTopHble MoKa3aren NPoOAHIOB

OPUINHAJIbHBIE CTATbU HACJIEACTBEHHbIE BOJIE3HU

Genetic Analyzer (Applied Biosystems, Hitachi). Ananu3
pe3yJITaTOB CEKBEHUPOBAHUS TIPOBENCH C TTPUMEHEHU-
eM nporpammel Sequencing Analysis, v. 1.1/3.1 (Applied
Biosystems, Life Technologies Corporation, CLLIA).

C 1eJbIo OTIpeesIeHHsI 3HAYMMOCTH Pa3IMINil COTTO-
CTaBJISIEMBIX BEJIMIWH TIPUMEHsICS Kputepuii ¢ CTbio-
neHra [17].

Pe3ynbTathl M 06CcyxaeHue

IMpoBenaeHbl uccaeqoBaHUS B JABYX MHOTOIETHBIX
CEeMbsIX, TJe€ HOBOPOXKIEHHBIE MaJbUMKK B BO3pacTe
S nueit (A.) u 7 nueii (K.) uMenu BoIpaXXEHHYIO XKEITyXY.

YcranosneHo, 4TO Y mpobaHma A. aKTMBHOCTh SH3MMa
coctapisiia <10% ot HopMBI (cM. TabuILy). OMHAKO Y HETO
He HaOIIOAAUCh TSKeNTble TeMOJIUTUYeCKUE KPU3bI, UTo,
BEPOSITHO, CBSI3aHO CO CBOMCTBAMM MyTaHTHOTO (pepMeHTa,
a TaKkKe ¢ APYTMMU TeHETUIeCKUMU (haKTOPaMU.

KaxnonHeBHOe HaOJIOIEHME TIOKA3al0, YTO Ha 2-i
JeHb XKU3HU YPOBEHBb OOIIET0 OWIMpYyOMHA TTOBBILIA-
¢ moutd A0 11 Mr/mnm m BOOCIAEACTBUU TOCTENIEHHO
BO3pacTajl, 4TO CBUIETEIbCTBOBAJIO O TATOJIOTUYECKOM
xentyxe. Kak mpaBuiIo, 3TOT TMoKaszaTeslb IOBBIIIAETCS
n0 12 Mr/mn y MOHOILIEHHBIX JeTeil Ha S5-i1 IeHb JKU3HH,
MpU OTCYTCTBUM aHOMaJIMii MeTaboim3Ma OwInpyOrMHa
JajbHENIee yBeJIMUEHUE TMPOMCXOAUT MaKCUMyM 10 15
mr/mi. [loBblllieHWe YPOBHSI 0OOIEro OMIMpYOMHA BHIIIE
17 Mr/nn v nponoplMOHAIbHOE CHUXXKEHME CONEpXKaHUsI
KOHBIOTMPOBaHHOTO OWnpyouHa Huke 0,1 mr/min cBume-
TENBCTBYIOT O TUIEepOMIUPYOMHEMUN HOBOPOXKIECHHBIX.
D10 3a00jieBaHME MOXET OBITh MOCIESACTBUEM TSIKEJION
dopMBbI AeduInTa IITI0K030-6-(hocdaraernaporeHasnl, Be-
JYIIEro K MaTOJOTMYECKOMY OTPaHUUYEHUIO TTOTJIOIIEHHUS
OMIMPYOMHA TIeUeHBIO BCISACTBYE MyTalluy reHa GO PD.

IIpoGannm A. pomuicss B MHOTOJIETHOM (ceMepo aeTeit)
ceMbe, B KOTOPOI CYMpYyTru — ABOIOPOMHBIE CHOCHI. YCTa-
HOBJICHO, UTO A. M €T0 OTelI SIBJISTIOTCS] TeMU3UTOTaMMU TIO Jie-
GuIUTY III0K030-6-(hocdatmernnporeHasbl, MaTh 1 IBE Ce-
CTpPbI — T€TEPO3UTOTHI, TPU APYTHE CECTPHI — TOMO3UTOTHI,
y Opara omnpenensieTcss HopMajibHasi aKTHBHOCTD (hpepMeHTA.

VY matepu U ee mouepeid, reTepO3UTOTHBIX O HElo-
CTaTOYHOCTU (pepMeHTa, MUMEIOTCS CIabOBBIpaXkKeHHbBIE
KJIMHUYECKUE MPOSIBIEHUS AeUIIMTa TIIF0K030-6-(poc-

TTapameTpbl KoHTponb i
A. K.
Temorno6uH, r/mn 16,2+2,1 8,7+2,1 5,4+3,1
Petukymnonutsr, % 0,4+0,035 5,7£2,9 6,6+3,4
Dputpountsl, 10°/MKI 5,7£1,04 2,9+1,2 3,3t1,4
Bbunupy6uHn, mr/mn 3,6%1,1 17,1£5,3 18,7£5,7
re®n, E/r Hb 9,8%+1,5 0,5%0,09 0,3%0,09
OO01IMii OMIMPYOUH, MT/ T 0,67£0,29 22,2+5,01 24,0£5,36
KoHblorupoBaHHbIM OMIMPYOUH, MT/IT 0,18%+0,09 0,04+0,01 0,03%+0,01

IIpumeuanue. T6M]] — rmoko30-6-bocharnernaporenasa.
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Akneposa I'A. luarHocTrka KIMHHYECKOTO momMopdu3Ma aehuiinTa rioko30-6-docdariernaporeHassl y 60IbHbBIX C THTEPOMIMPYOMHEMUEH

datmermaporeHassl ¢ 50% aKTUBHOCTBIO (epMeHTa
(5,3 E/r Hb). I[1pu aToit popme Ooe3HU SH3UMONATHUS
MPOSBJISIETCS TOJBKO TIPU MpUEMe OTpeAesIeHHBIX Jie-
KapCTBEHHBIX TIPeTNapaToB U HUBEJIHUPYETCS BCKOpE TO-
cJie TIpeKpalleHus UX TIpuemMa.

B pesynbrate ompoca ycTaHOBJIEHO, YTO y JEBO-
YeK, TOMO3WTOTHBIX MO Ae(UIIUTY dH3MMa (BO3pacT 35,
10, 12 neT), B TiepBbIC AHU TOCIE POXACHUS UMEJIN Me-
CTO XKEJITYITHOCTD, YBeIMYEHHNE CeIe3¢HKU, BEIpasKeHHAsT
aHEeMUSI C pe3KUM CHIKEHUEM KOJTMYECTBA S PUTPOLINTOB,
HEYaCTBIMU TEMOJIUTUYECKUMU KpHU3aMHU. AKTUBHOCTh
¢epMeHTa y HUX coctaBuiia B cpenHem 2,7+1,5 E/r Hb.

AxkTuBHOCTbH (hepmeHTa y otua (2,1+1,0 E/r Hb) co-
ctaBuiia 15% ot HOpMBI. DTOT TOKa3aTeslb HE COOTBET-
CTBOBAJl YMEPEHHOMW TSKECTU KIMHUYECKUX TPOSIBIIE-
HUI, 9TO, BO3MOXHO, CBSI3aHO C OTCYTCTBUEM IpHUeMa
JIEKAPCTBEHHBIX CPEICTB OKMCIUTEIHHOTO JEHCTBHUS.
IIpu ompoce BBISICHWIOCH, YTO Y POJHOTO OpaTa OTla
ocJie MpreMa HeKOTOPBIX TperapaToB HaOII0IATUCh Te-
MOJMTUYECKHE KPU3bI, a B CeMbe MaTepu MpobaHaa Ha-
OJIIOATNCh CTTIOHTAHHBIE BEIKUIIBIIIN, YTO €11e pa3 CBUIE-
TEJTBCTBYET O HACJIEICTBEHHOM XapaKTepe 3a00JIeBaHMSI.

B cembe K., ponutenn KOTOpOro He SIBISIIOTCST KPOB-
HBIMM POJCTBEHHUKAMM, HEIOCTATOUYHOCTh (epMeHTa
B TEMM3UTOTHOM COCTOSTHUM HaOJIIomajach TOJBKO y ca-
MOTO TMpoOaHaa, TeTepO3UTOTHOCTbL — Y IBYX cecTep.
Kpome Toro, B JTaHHOM Opake 3aperMCTpUpPOBaH cirydait
MEPTBOPOXKIEHUSI peOeHKa MYKCKOTo moJjia. Matb siBJisi-
eTCsl TOMO3UTOTHOI 110 3a60seBanuto ¢ 10% (1,3 E/r Hb)
aKTUBHOCTBHIO (hepMeHTa, HO HE MMeeT SIBHO BbIpaXkKeH-
HBIX KIMHUYECKUX MPU3HAKOB.

VY reTepo3UroTHBIX AeBOYEK BhIssBIeHA 60% akTUB-
HocTh pepmenTa (4,5 E/r Hb) oT HOpMbI. ¥V HUX Hab:10-
JaJliCh YMEPEeHHbIE TTPOSIBIIEHUs OOJIE3HU, UTO 00YCIOB-
JICHO HaJIMYMEM B OpraHu3Me OIS HOPMaJTbHBIX
W MYTaHTHBIX 3PpUTPOLIMTOB. He3HaumTeabHBIE OTKIIO-
HEHUsI B JaOOPATOPHBIX MTOKA3ATENISIX OT HOPMBI O0OBsIC-
HSIOTCS TPEBaMPOBAHUEM LIMPKYJIUPOBAHUS B KPOBU
HOPMAaJIbHBIX 3pUTPOIUTOB. Takoe SIBICHUE UMEET MECTO
y TETePO3UTOTHBIX HOCUTENIEN MyTaHTHOTO TeHa TP He-
paBHOI WHAKTUBALIMKU Hecyllel medekT XpoMocoMbl X
Ha paHHUX CTaausiX aMOproreHe3a. B anamHe3e y cectep
npobaHga (Bo3pact 4,5 u 2 roga) HaOIOAAIUCH TTEPUO-
NYECKUEe TeMOJUTUIECKNE KPU3Bl BO BpeMsl BUPYCHBIX
MH(PEKINOHHBIX 3a001eBaHnii. Kpn3sl conmpoBoXIainch
CHIDKEHUEM TToKa3aTesisl TeMOTJIOOMHA M TTOBBIIIEHUEM
YPOBHSI OMJTMPYOWHA B KPOBU, UTO, BEPOSITHO, SIBJISTIOCH
CJIeICTBAEM TOAABICHUS BUPDYCOM KPOBETBOPHOI (DYHK-
LIMM KOCTHOTO MO3Ta M HapyIIeHrueM (hyHKIUI TIeYeHU.

Kak cienyeT u3 peabIayInx NCCaeI0BaHWi, KITMHU-
yecknit nmoaumopdusM aeduLmTa TiI0K030-6-bochar-
JIeTMIPOTeHAa3bl 3aBUCUT OT TUIA M MeCTa MyTalluii TeHa
G6PD, cocrosiiero u3 13 3k30HOB U 12 MHTPOHOB, 00-
el MpoTSKeHHOCThI0 Oojiee 18 KO6. MonexysipHblii
aHaiu3 reHa G6PD BoistBUIT 0K0T0 200 pa3TMIHBIX MyTa-
i, BbI3bIBAOIIMX 10 400 OMOXMMUYECKUX BapMaHTOB
sH3nMonaTuum [18].

Metomom momHoro cekBenupoBanus JHK ¢ me-
JIBIO OTpenesieHusI BapvaHTa MyTanuu reHa GO6PD, Be-
Iymei K IeuunTy TIoKo30-6-docdataernaporeHasbl
W YCTAaHOBJICHUS KOPPETSALINS TUTIA MYTAIlUU C TSKECTHIO
KJIMHWYECKUX TIPOSIBJICHUM, TPOAHAIM3UPOBAHBI 00-
pasubl JIHK npobaHmoB u ujieHOB ux cemeil. B pe3ynb-
TaTe YCTAHOBJIEHBI IBE MOATPYIIIBI AehuiuTa GepMeH-
Ta — CPeaAU3eMHOMOPCKMI BapuaHT myTamnuii ¢.563C>T
u c.1311C>T (cM. pUCYHOK).

Myranmst ¢.563C>T xapaktepusyeTcst CyOCTUTYLIHECH
cepyrHa Ha (peHWIalaHUH B MO3uLMK 188 B 6-M 3K30HE,
BeIyllell K pPe3KOMy CHIDKEHWIO aKTMBHOCTU (hepMeH-
Ta IIoK030-6-hocdaraernaporenassl (<1 E/r Hb) [19].
B cembe mpobGanma A. TaHHBI BapWaHT MyTallMu TeHa
G6PD ycTaHOBIIeH y TIpobGaHa, ero TOMO3UTOTHBIX CHUO-
coB U oT11a. B cembe npobanna K. naHHbIN BapuaHT MyTa-
Y OGHapyKeH y MpobaHIa U ero MaTepH.

Y marepu mpobaHga A., ero reTepo3UroTHBIX CEcTep
ycraHoBiieH monumopdusMm c.1311C>T B 11-M 3K30-
He reHa G6PD. T1pu ykazaHHOM ToJTUMOp(U3Me LIUTO3UH
METWJINPYETCS B 5’ -METUJILIMTO3MH, KOTOPbIiA, B CBOIO OUe-
pelb, CIOHTAHHO Ae3aMUHUPYETCST B TUMUAMH. JlaHHas
MoanGUKaIMs 3K30HA Takke OOHapyKeHa y TeTepo3u-
roTHbIX cectep npobaHaa K. u'y ero marepu. B mocienHem
ciayyae noaumopdusmy ¢.1311C>T comyTcTByeT MyTalluu
¢.563C>T. Tpu c.1311C>T BapmaHTe aMHUHOKWCIOTHBIX
W3MEHEHU He TPOMCXOIMT, TTO3TOMY IaHHas caiiyieHC-
MyTals 9acTo COMpoBoXkaaeT mytauuio ¢.563C>T B 6-Mm
ak30He. [IpucyTcTBrE IBYX TAllJIOTUTIOB CPEAN3EMHOMOP-
CKOTO BapMaHTa MyTallMK reHa reHa G6PD omHOBpeMEHHO
BO3MOXKHO SIBJISIETCS CIEICTBMEM KaK CMEIIEHUS TTOITYJIsI-
LIV, TaK ¥ CAMOCTOSITEILHOTO TIOBTOPEHUSI MyTallMiA pa3-
JIMYHBIMU T€HETUIECKUMHU TTYTSIMU.

V nui ¢ neULIMTOM ITI0K030-6-hocdaraernaporeHa-
3bI U BapraHTOM c.1311C>T 6e3 myrtanuu ¢.563C>T mipu-
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CpenuzeMHOMOPCKMIA BapuaHT MmyTanuu reHa G6PD c.563
C>T (a)m c.1311 C>T (0).
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CYTCTBHME TONIMMOpPGU3Ma OOBSICHIETCS MOHOLEHTPUY-
HBIM TIPOMCXOXICHUEM CPeIM3eMHOMOPCKOTO BapraHTa
MyTanuii reHa GOPD, a OTCYTCTBUE TaHHOTO TIOJTMMOD-
(bms3Ma B OCTaNBHBIX CITyJasiX SIBJSICTCS CJSACTBUEM BHY-
TpureHHoi pekoMOuHaimu. [lo akTuBHOCTU (hepmeHTa
BapuaHT ¢.1311C>T mokasan npakrtuuecku 50%-it ypo-
BeHb. [IpucyrctBue konoHoB TAC u TAT, cornacHo Gene
Bank, y yenoBeka Bctpevaercst B 15,3 u 12,1% ciayuaes co-
otBeTcTBeHHO. Cpenv BapuaHToB reHa G6PD nukoro Tura
yactora KogoHa TAC — 14%, TAT — 7%. Takum ob6pasom,
npucytcTBue monumopdusma c.1311C>T Bener Kk HEOOIb-
IIOMY CHWDKEHMIO aKTUBHOCTHM (hepMeHTa, BBI3BIBas JIeT-
KUWIi BApUaHT 9H3MMOITATUH.

Takum o0Opa3oMm, ompeneiacHNe YpPOBHS OOIIETo
1 KOHBIOTUPOBAHHOTO OWIMPYOWHA W aKTUBHOCTHU TITIO-
K030-6-(ocharaernaporeHasbl y HOBOPOXKICHHBIX CITO-
COOCTBYeT paHHeil JAMArHOCTUKE HaCJeACTBEHHOU He-
JIOCTATOYHOCTH (DepMeHTa, MOXET CHU3UTbL TSIKeNble
MTOCJIEACTBUST TUTIEPOUTUPYOMHEMUM UM TIPEIOTBPATUTh
PUCK Pa3BUTHSI HEOOPATUMBIX HEBPOJOTMUECKUX Hapy-
IIEHW, BEI3BAHHBIX SIIEPHOM XKEJITYXOM.

IMpoBenaeHHBIE WCCIENOBAHUS JIEMOHCTPUPYIOT JIO-
MUHUpPYIOIIN 3G dekT aeiictBust BapuaHToB ¢.563C>T
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