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PACI'IPOCTPAHEHHOCTb
HACNEACTBEHHOM 3H3UMOMNEHUYECKOWU
METFEMOIMOBUHEMWW B AETCKOW
nonynauunm PECNYBJIIUKU CAXA (AKYTUA)

HacnepcTtBeHHasi meTremornobuHemusi 1 Tuna — aTo ayTOCOMHO-peLeccuBHoe 3aborneBaHne, pacnpocTpaHeHHoe B nonynsuun Pecny6nu-
kn Caxa (SAkyTus). B ctaTtbe npeactaBneHbl AaHHbIE pernctpa MetreMornobuHemnn, cosgaHHoro Ha 6a3e KoHcynbratuBHOM nonuknuHukm L
PBNe1-HaunoHanbHoro ueHTpa megunumHel M3 PC(A).

KnioueBble cnoBa: metreMornobuHemus, AKyTus, AaHHble perncTpa.

The hereditary methemogemoglobinemia | type is autosomal-recessive disease, endemic for Sakha (Yakutia) Republic. In this article
methemogemoglobinemia registry data of Advisory polyclinic of Pediatric Center RH#1-NSM (Yakutsk) are presented.
Keywords: methemogemoglobinemia, Yakutia, registry data.

BBepeHue. HacneactBeHHast metre-
MOrrnobuHemMusi NepBoro TUMNa — 3To ayTo-
COMHO-peLieccuBHoe 3aborneBaHve, xa-
pakTepusyloLeecs PeskUM CHUXKEHNEM
aKTUBHOCTWN pacTBOpPUMOKN hopmbl dep-
meHTa NADH-untoxpom-b5-penykrassl B
aputpoumutax (MeHbwwe 10%) n ymepeH-
HbIM — B APYIMX KPOBSIHbIX U TKAHEBbIX
knetkax (20-60%). Mo AaHHBEIM MUPOBOW
nuTepaTtypbl, MOMEKyNspHO-reHeTn4ec-
KO NPUYMHOW pa3BUTUSA HaCcNe4CTBEHHOM
meTremornobuHemun I-Il Tna saensawTcs
naveHeHusa B reHe DIA1, kogupyowme
depmeHT  NADH-uutoxpom-b5-peayk-
Ta3bl (diaphorase-1). l'en DIA1 nokanu-
30BaH Ha 22-n xpomocome [4,5] umeet
AnuHy 31 T.N.H., coaepxuT 9 3K30HOB U
8 nHTpoHoB [9]. [1Be dopMbl chepmeHTa,
mMemOpaHOCBsid3aHHasi U pacTBopuMas,
NpoayLMpYyHOTCS C 3TOrO reHa nyTem anb-
TEPHATMBHOMO CMMancuHra, UCnonb3ys
pasHble npomoTopbl [3,7]. Ha agaHHbI
MOMEHT CyLLeCTBYeT NpeanonoxeHvue o
TOM, 4TO npu | TMNE MeTremornobuHeMmm
NPOUCXOAMNT NOoTepsa cTabunbHOCTU dep-
MEHTa, a NPy BTOPOM — Er0 MHAKTUBALUS.
[Mep—BbIi TN B OCHOBHOM accoLMNpO-
BaH C aMWUHOKMCMOTHbIM 3aMeHaMu, BTO-
poli TWM, 3a HEKOTOPbIM WCKITIOYEHUNEM,
C HOHCEHC-MyTaUuaAMU U Oeneumsamn B
reHe [6].

B Mupe HacnefcteBeHHas MeTremMorno-
OMHEMUS MMeeT LUMPOKOe pacnpocTpa-
HeHne Ha TeppuTopuKn ANSICK1 cpeam ac-
KMMOCOB Y UHAEWLIEB NIIEMEHN UHranuK,
OTHOCSAILUMXCSI K HAapOoA4y aTtanackoB, npo-
XMBaLWMX B AonMHaxX pek KyckokBuM 1
lOkoH [8]. EQnHMYHBIE cnyyan JaHHOro
3aboneBaHns BbISIBMEHblI B MOMyNALMAX
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pasnuyHbIX CTpaH, MpPU 3TOM HECKOSbKO
MyTauuMin onucaHbl B nonynsumsx Kntas
n AnoHun.

Pecnybnuka Caxa (AkyTus) asnsetcs
o4arom HakoMmMeHWst criyyaeB Hacnenc-
TBEHHOW MeTremornodvHemun 1-ro Tuna.
MepBble paboTbl MO KNMHUKO-Nabopa-
TOPHBIM  MoOKasaTensiM  3aboneBaHus
nposedeHbl E.C. BaHwmkoson [1]. B
nabopaTtopuy MOMEKYNAPHON TEHETUKU
PBNe1-HLIM npoBoguTtca MOnekynspHo
— reHeTU4Yeckoe UccrnefoBaHve C MoMo-
wibto npamoro [AHK-TectupoBaHus, BbisiB-
nieHa MyTauus HacneacTBEHHOW peuec-
CMBHOW meTremornobuHemun Pro269Leu
B reHe DIA metogom MUP, MAP®-aHanu-
3a 1 nocnegyoLlero anektpodgopesa B
2%-HoM arapos3Hom rene. YacToTa rete-
PO3UrOTHOrO HOCUTENbLCTBA AAHHON MYy-
Taumm okono 1% B nonynAumun, a cpeau
SKYTOB 3HAYNTENbHO Bhiwe — 7%.

Lenb pabotbl. [peacraButb pacnpo-
CTPaHEHHOCTb U KITMHUKO-NabopaTopHbie
XapaKTEPUCTUKN HaCNeaCTBEHHOW 3H3U-
MOMEHWNYECKON METremMornodmHemMun B
aetckon nonynauum Pecny6nukn Caxa
(AxyTns).

MeToabl uccnepgoBaHus. Ha 6ase
KOHCYNbTaTMBHOW NONMUKNUHUKM  [eau-
atpudeckoro ueHtpa PBNe1-HLIM M3
PC(A) Bpayom rematonorom BefeTcs
peructp geterl C HacrnegCTBEHHOW 9H-
3MMOMNEHNYECKON MeTremornobrHemuen
(HOM).

Pesynbtatel M o6cyxaeHune. C
2005 r. No perucTpy Ha y4eTte COCTOUT
43 pebeHka, n3 Hux 17 — ctapwe 18 nert.
65% OGOnNbHbLIX AETEN 3TO ManbvMKkn, ae-
BOYkM cocTaBnstoT 35%. Pacnpeaenenue
AeTer no BO3pacTy Mnokasano, 4YTo Ha-
nbornbllee MX YMCNO 3aperncTpupoBaHo
c 7 net (37 pgetent). BoamoxHO, 310 CBSI-
3aHO C No3gHeln AMarHOCTUKOWM W nocTta-
HOBKOW Ha y4eT. 98% OGonbHbIX AeTen no
HaUMOHANbHOCTU sKYyTbl, 2% — 3BEHKMW.
B pabote MakcumoBon H.P.(2008) pan-
Hoe 3aboneBaHMe BbISIBNEHO Y SKYTOB C
yactoTton 14,9 Ha 100 TbIC. YenoBek, B TO

Bpems kak B mupe 1 cnydan Ha 100 TbiC.
YeroBex.

Haubonbluee KkonuyectBo nOeten C
H3M 3apeructpupoBaHO B BUIHONCKOWM
rpynne pawioHoB (15 cnyvaeB — 47,0 Ha
100 TbiC. ETCKOro HaceneHus), 3atem B
ueHTpanbHbIX (11 — 33,3 Ha 100 Tbic.) n
3apeyHon rpynne parioHoB (10 — 12,7 Ha
100 TbIC. geTckoro HaceneHusi) (Tabnu-
ua).

KnuHnuyeckn 6onbHble A4eTH xanyTca
Ha oppbllKy Npu OU3NYECKON Harpyske,
YTOMMSIEMOCTb, FOfIOBHbIE 60NN, CBA3AH-
Hble ¢ runokcuen. C poxaeHuss Habmo-
[aeTcs LMaHo3 KOXHbIX MOKPOBOB U BU-
ONMBIX CrM3nCTbIX obonodek, 0Co6eHHO
3aMeTHbIN B obnactu ryb, Hoca, Movek

ylWwen, HOITeBbIX MMacTUHOK, MOSIOCTU
Pacnpenenenue gereii c HOM
10 MeCTY MPOKUBAHUS
. AbGc. | Vi
Pations! o
4ymcio | Bec, %
Lenmpanvuvie
r. SIKyTCK 4 9,3
XaHraaacCKHit 1 2.3
Hamckui 4 9,3
OJeKMUHCKUI 2 4,7
Hroro 11
3apeunvie
Ver-AnmpaHackuit 5 11,6
Meruno-Kanramacckuit 2 4,7
UyparmyuHcKuid 2 4,7
AMruHCKHI 1 2.3
Hroro 10
Bumotickas epynna
HropOuHckuit 3 7,0
Buumrorickmit 2 4,7
CynTapckuit 1 23
BepxHeBHITIOMCKUI 9 20,9
Htoro 15
CesepHrvie

TommnoHcKui 1 2.3
BepxostHcKui 1 2.3
Koosiiickuit 2 4,7
CpeIHEeKOJIBIMCKUI 1 2.3
JKuranckuit 1 2.3
BepXHEeKOoIbIMCKUI 1 23
Hroro 7
Bcero 43 100




pta. CnekTp oKkpaluvBaH1s 3aBUCUT B OC-
HOBHOM OT ypoBHsl MetHb B kpoBu, Yyem
Bblle ypoBeHb MetHb, Tem BbipaxeH-
Hee UMaHo3. B pesynbraTte HakonneHus
B aputpountax MetHb yxe B paHHem
OEeTCKOM BO3pacTe, Korga npoaorbKatoT
pa3BMBaTbCSl LEHTpanbHas HepBHas U
MbILLIEYHAsA CUCTEMbI, B TKaHAX hopMu-
pyeTcs geduumnT kucnopoga. fetu, ctpa-
parowme HOM, otctaloT B U3NYECKOM —
14 (31,8%) 1 NCUXOMOTOPHOM pPas3BUTUU
— 10 (22,7%). YpoBeHb MetHb B kpoBM
oT obulero remornobuHa y Habniogae-
MbIX AeTel cocTtaBun B cpegHem 25,2%
(min —4,2, max — 46,2%). Kak cneacrteue
afanTUBHOW peakLuy opraHmMama K rmnok-
CUM KONUYECTBO 3PUTPOLUTOB U TreMor-
nobuHa B eAvHULE KPOBM LOMKHO ObiTb
noBbIleHo. Y Habnogaembix AeTein no
aHanusam KpoBM 3TO BbISIBIEHO TOMBKO Y
17 (39,5%), y HUX ypoBeHb remornobuHa
noBbiweH B 1,1-1,3 pasa, a KonM4yecTBO
3pUTPOLUTOB NoBbIweHo B 1,1-1,28 pasa.
Y 11 geten (25,6%) BbisiBNEHbI MPU3HaKK
xenesogeduUMTHON aHemun 1 cTenexu,
4YTO yCyrybnsieT TeyeHve 3aboneBaHus.
Mpn obcnepoBaHum fOetewn, cTpaja-
towmx HOM, BbiSBNEHbl cneayolime
conyTcTBytolmMe 3aboneBaHusi: 3yOHOM
kapuec — 39 (90,7%), manble aHomManuu
cepgua — 23 (53,4%), XpOHU4ECKMI TOH-
3unnut — 10 (23,3%), y ogHoro nawumeHTa
— BPOXOEHHbIA MOPOK cepaua, Knanax-
HbIA CTEHO3 JIEero4yHOro CTBONa, onepu-
pOBaHHbIN BPOXAEHHLIA MOPOK cepaua
(OMTIr), toBEHUNbHBIN pPeBMaTOUAHbI
apTpuT, A3BeHHas ©OonesHb Xenyaka,
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anunencus co cnaboymunem, Oobpoka-
YeCTBEHHAs OMyXOflb BUCOYHOrO oTAena
rOfIOBHOro Mo3ra.

BbiBoabl. Hanbonee yacTto Hacneac-
TBEHHas 9H3MMOMEeHn4Yeckas MeTremor-
nobvHemus BbISBNsieTCS Yy AeTel U3
BepxHeBuntonckoro n Yctb-AngaHckoro
panoHoB. B knuHu4eckon kapTuHe npe-
obnagaeT BpOXAEHHBIN LIMAHO3 KOXHbIX
MOKPOBOB M CM3WCTbIX 06OMo4ek po-
ToBOM nonoctu, ypoBeHb MetHb npe-
BblLLlaeT HOpMY B cpegHeM B 12,6 pasa,
KOMMEHCATOPHO MOBbILLIEHbI YPOBEHb re-
MorrnobuHa u apuTpoLMTOB Tonbko y 17
(39,5%) 60onbHbIX, ¥ 11 (25,6%) 6onbHbIX
BbISIBNEHbI MPU3HAKU xene3oaeduumnT-
HOV aHeMuu 1-1 cTeneHu, 4To ycyryons-
€T TeveHne bonesHu.

Takum obpa3oMm, NpoBeAEHHbI aHa-
nn3 peructpa MeTremMornobuHemMmny noa-
TBEpPXJaeT pacnpoCcTpaHeHHOCTb AaHHO-
ro 3aboneBaHuns Ang Hawewn pecnybnmku,
0COBEHHO ONs 3apeyHON U BUMHONCKON
rpynnbl parioHoB n Tpebyet pa3paboTku
1 BHEAPEHUS CKPUHUHIOBbBIX METOA0B UC-
CrnefoBaHUsl KOPEHHOrO HaceneHus ans
BbISIBITEHWSI HOCUTENEWN AAaHHOTO reHa.
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A.X. Jaeaa, C.1O. TepeweHko, O./. 3anuesa
PAKTOPbI PUCKA ®OPMUPOBAHUA

LLEEPEBPAJIbHON ULLEMWUU
Y HOBOPOXAEHHbLIX PECIMNYBJIUKA TbIBA

C uenblo BbIsIBNEHWs (hakTopoB pucka LiepebpanbHoi UeMUn y HOBOPOXAEHHbLIX B Pecny6rnvke ThiBa 06crnenoBaHo 150 eHLWUH KOPEHHO
HaLMoHaNbHOCTM pecnybnukn ToiBa 1 X HOBOPOXKAEHHbIE AeTW. AHANU3 CTaTUCTUYECKON 3HAYMMOCTM Pa3nuYmnii KaYeCTBEHHbIX MPU3HAKOB Mpo-
BeAEeH C NOMOLLBIO KpUTepUs ¢ ¢ nonpaskoii Meiitca. [ins pacueTa pucka Gbinv MCMONb30BaH NoKasaTenb OTHOLEHMS LaHCcoB ¢ 95% AoBepuTerb-
HbIM UHTEPBaNoM. BbisBnsieMble B nepuos 6epeMeHHOCTY NPU3HaKU XPOHUYECKO BHYTPMYTPOGHON rvnokcuu B 4,85 pasa yBenuymBatoT prck ocT-
POV ULLIEMWI FONOBHOMO MO3ra B NEpPUOL, HOBOPOXAEHHOCTU. B 2,92 pasa noBbilaeTcs pyck nemmyeckoro nospexaeHns LIHC HoBopoxaeHHoro
NpY HaNUuUM y MaTepu MOYenonoBoi MHDEKLMN U B 2 pasa — Npy Hanu4um aHeMun y GepeMeHHOM 1 yrpo3abl BeIKUAbILLA.

KntoueBble croBa: HOBOPOXAeHHbIe, LiepebparnbHas nwemusi, hakTopbl pucka, NPorHo3.

150 women of the native nationality and their new-born children were examined with the aim of discovering of the factors of cerebral ischemia
risk in new-born children in the Republic Tyva. Analysis of the statistic meaning of the distinctions of the qualitative signs was made with the help of
the criterion x2 with Yeits correction. The index of ratio of the chances with 95% confidence interval was used for risk calculation.

The revealed signs of pre-natal hypoxia during pregnancy increase a risk of acute ischemia of brain in 4,85 times in period of new-borning. Risk
of the ischemic injury of central nervous system of a new- born child increases in 2,92 times at the presence of the urogenital infection in a mother
and twice - at the presence of anemia in a pregnant woman and a threat of misbirth.

Key words: new-born children, cerebral ischemia, risk factors, prognosis.
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B cTpykType nepvHaTanbHon 3abone-
BAeMOCTV U CMepTHOCTM LepebpanbHasi
nwemmnsa (LUN) ¢ rvunokcuer ronosBHOro
MO3ra 3aHuMaeT Befyllee MecTo, [Ao-
cturaa  38,4-67,5 [1]. UepebpanbHas

NLIEMUA/TATIOKCHS  MMEET MHOTomneTHue
nocreacTsusl, a CoBpeMeHHast Jemorpa-
hunyeckasn cutyaums TpebyeT NocTosHHO-
r0 COBEpPLUEHCTBOBaHUSA MomoLun Gepe-
MEHHbIM JKEeHLUMHAM U HOBOPOXOEHHbLIM



