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dTuonorna

OnncaHa HegoCTaTOMHOCTb TPpeX EPMEHTOB,
y4yacTBYIOLLUUX B MeTADONM3MeE rarnaktosbl. Bce atu
COCTOSIHUSA COMPOBOXAAKTCH NOBbLILLEHNEM YPOBHS
ranakTo3bl B KPOBU (‘ranakro3emmen’), Ho ang
Ka)xgoro tmna pepMeHTHON HEOOCTAaTOYHOCTH
XapakTepHa caMoCcTosATENbHAA U OTNINYHAsS OT
OPYrnx BapnaHTOB KIMMHUYECKada KapTuUHa.

Knaccunyeckom ranakrosemmemn npuHATO HasblBaTb
COCTOSsIHME, CBSA3aHHOE C He4OCTaTOYHOCTbIO
cdbepmeHTa ranakro3o-1-cpocrdart-ypmnaun

TpaHcdepasbl (FTAJIT), HacneacTeeHHbIN

ayTOCOMHO-pPeLIECCUBHbIN AeekT npeBpaLleHus]
ranakTo3bl B ITHOKO3Y.



JTrnonoruna (npoaomxeHuve)

TAJIT katanusmnpyet nepeHoc ranakTtoso-1-gpocdara
B ypuanHamndocdart (YOAP)-rnokosy. B pesynesraTe
obpasyeTtca Y[]d-ranakrosa ¢ BbICBOOOXOEHNEM
rmoKo30-1-pocdara. [lpn HegocTtatodHocTn TAJIT
HakannBaeTca ee cybcTpart, ranakto3o-1-gocdar,
a TakKe ranakrosa, Kotopasi CIny>XXuTt cyoctpaTtom
Ons NnpeawecTBYOLEro arana metabonnama, Koraga
ranakTo3o-1-gpocdar BbipabaTbiBaeTcs 13
ranakTto3sbl nocpeacTesom dpocopunmpoBaHms ns
ATO, katanusnpyemoro epmMmeHToM

ranakToOKMHa30M\.



JTrnonoruna (npoaomxeHuve)

OCHOBHbIM MULLIEEBBIM NCTOYHUKOM ranakTo3bl SBSETCS
MOJTOYHbIN caxap NakTo3a (rMoKo3a 1 ranakrosa).
®OpyKThl 1 OBOLLM TaKkKe CoaepXKaT ranakrtosy, HO B
ropasgo MeHbLUMX KONUYeCcTBax.

CamMbIiM BaXXHbIM MICTOYHUKOM MeTabonmnyeckon Harpy3Kku
MO ranakTo3e sIBNAeTcs ee BbipaboTka B KpyroBopoTe
rMUKONPOTEMHOB W MMUKONUNUAOB, HAMHOIO
npeBbilLaoWas notpebneHne B coctaBe HEMOMOYHbIX
NPOAYKTOB.

Tpetun dbepmeHT, YOP-ran-4-annmepasa, OTBEYAET 3a
BoccTaHoBneHne YO®P-rnoko3bl n3 YOAP-ranakrosbl, TO
eCTb 3a co3gaHune cyoctpata ana MAJIT.



[ eHHbIE MYyTaUU NMPU FaJ1IaKTO3EMUN

[MToutn 90% cny4aeB ranakTo3emMmun CBA3aHbI C

mytaumen Q188R (3ameHon apruHmua Ha rmyTamuH
B 188 nonoxeHun).

[TpmepHO 46% BOMbHLIX — FOMO3UrOTbI NO 3TOW
MyTaumun, a 40% — reteposunroTsl . I3BeCTHO MHOIO
OPYrnx MyTaHTHbIX annenen, CHUXXarLwmx
akTuBHoCTb 'AJIT (YacT4yHaa HegOCTaTOYMHOCTD).

CamblIn YacTbin U3 HUX — annens Duarte, ero yactora
B nonynauun B 5—10 pas npesblaeT YacToTy annengd
ranakrodemmn. B roMmo3nrotTHoM CoCTosiHUM OH
cHmxaet aktuBHocTb FT'AJIT Ha 50%, a B

reTepo3nroTHOM COMETaHUM C annenem ranakro3eMmnm
Ha 75%.



KnuHuyeckaa xapakTepmcTuka

[1na ranakTo3eMmni xapakTepHbl XXenTyxa, nnoxagd
npnbdaBKa Beca, renaTtocrnrieHomMmeranums,
PACCTPOUCTBO (PYHKLUUUN neveHn, oedeKkThl
NoYeYHbIX KaHarbLEeB, B YaCTHOCTMN,
aMuHoauuaypus, noBblilLeHHasa BOCNPUUMYNBOCTD K
MHEKUMAM N anbOyMNHYPUA B NepBLIE Hedenu
XN3HMN.

Y HOBOPOXOEHHbIX HEPEOKO BbIABMAITCA KaTapaKThl.
Ecnn 3aboneBaHne He gnarHoCTUpyeTcs BOBpeMs,
TSXKENo npoTekaeT, a 6onbHOW He nony4aet
FIeYeHNs, TO NopaXxeHne NevYeHn NporpeccupyeT Ao
cTagum UmMppo3a ¢ Ne4eHOYHOM HEeA0CTaTOYHOCTbIO,
4YTO, B KOHEYHOM UTOre, U NPUBOANT K CMEPTH.



KnuHnyeckaga xapakrepucTuka

Y Opyrnx 00orbHbIX Te4eHne 3aboneBaHUa HOCUT
bornee XpOHNYECKNN XapaKTep: nepBble CUMMNTOMbI
NPOSIBNIAIOTCHA Yepe3 HECKOSIbKO MECSILIEB NOcCIe
POXOEHWUSA, NPOrpeccupoBaHme 3amMearieHo, a
TUMNYHBIMUN NOPaXXEHUAMU BHYTPEHHNX OPraHoOB
SBMAIOTCS renatomMeranua n katapakrbol. Horga
3aboneBaHne MaHUMECTUPYET B NO3AHEM
neTcTBe, a ero Hambonee TUNUYHbLIMU
NPOSABNEHNSMN ABMAOTCA YMCTBEHHAA OTCTANOCTb
N KaTapakThbl.



PaHHee Ha4vyano nevyeHus

BBeneHue besranakto3HoW ANETHI NPUBOAUT K
pa3peLleHno BCEX PaHHUX NMPOSABEHUN,
BKNOYaa KatapakTbl, U npeaynpexaaeT nx
peunanBbl. Y4NTbiBaa paHHee paspeLlleHmne
opraHHOW ANCAYHKLUN, MOXHO ObIno Obl
oXunpgaTb, YTO ANEeToTepanusa OOMMKHa
npenoTBpaTUTb OTAaNeHHbIe NocneacTeug
MeTabonunyeckoro gedekra. K coxaneHuo atu
OXXnaaHna He onpaBabiBalOTCH, YTO, BEPOATHO,
CBSAA3aHO CO 3Ha4YUTENbHbIM 3HOOMEHHbLIM
KPYroBOpOTOM ranakrto3bl, KOTOPbIN HE 3aBUCUT
OT MaHUNyNAUUN Ha YPOBHE OUETHI.



[Moaxodb! K CKPUMHMHIY B Pa3HbIX CTpaHax

[ anakTo3emMmusa BKNOYeHa BO MHOIMe
HaLMOHanNbHble NPOrpamMmMbl CKPUHUHIA
HOBOPOXOEHHbIX, HO Takou rnoaxon obin
oTBeprHyT B HopBeruun nocne 10-netHero
PETPOCMNEKTUBHOIO aHanm3a KnnHn4eCcknx
cnyyaes, B [onnaHgun n B 44 na 50
wtatoB CLUA.



HacTtoTa

YacTtoTta ranakrozemuun B EBpone BapbuUpyeTcs oT
1:26000 B VipnaHaun go 1:89000 B LlBeuun.

B bputaHckou nonynauum 4YactoTa 3Toro
3aboneBaHua coctaBndaet npumepHo 1:44000

YacTtoTta B AnoHnn 1:667000.

YacTtnyHaa HegoctaTtodHocTb TAJIT (Duarte m
apyrue BapuaHThbl) B [epmanmn 1:9200 nipu
yactoTte ranakrtodemuun 1:44000, a B ABCcTpanuu
nonynaunoHHble YacTtoTbl coctasnsaoT 1:3800
aona sapuaHTtoB 1 1:35000 onga ranaktosemun.



Ucxoakl 3adboneBaHus

[1lo gaHHbIM aMepUKaHCKUX nccneagosartenen oo
30% HOBOPOXOEHHbLIX C ranakTo3eMNUeEN
nornbatoT OT cerncuca, Bbl3aBaHHOIro Escherichia
coli, ecrnn NOCTaHOBKA AMarHo3a n Ha4daro
neyvyeHnsa 3agepxmBaroTca 40 BTOPOU Hedenu
KU3HMW.

B bputaHckom nccnegosanmm ¢ 1988 no 1991 roa
ObIN10 3aperncTpupoBaHo 5 Criy4yaes
centTnuemun Ha 60 cny4vyaeB ranakrolemMmm
(8,3%) 1 TONBKO OANH CO CMEepPTENbHbIM
ncxoaom B 4-gHEBHOM BO3pacTe.



Ponb paHHero ne4yeHus

UacToTa TsaXKesnbIX CAMMNTOMOB B rpynnax
OOSIbHbIX, MPOXOAUBLUMX U HE NPOXOAUBLLNX
CKPUHWUHI NPUMEPHO OAMHAKOBa, a 3TO
YKa3blBa€T Ha TO, YTO CKPUHMHI MPaKTUYECKU
He CBA3aH C OCTPLIMU NPOSABNEHNAMN
3aboneBaHna y HOBOPOXAOEHHbIX. ABTOPI
MNPULLN K BbIBOAY, YTO NONYYEHHbIE MU
pe3ynbTaThl HE OnpaBabIBalOT MacCOBbIN
CKPUHWHI HOBOPOXAOEHHbIX Ha ranakro3emMuio

(ans BenukobputaHum).



Ponb paHHero ne4yeHus

[IpocnekTnBHOE NevyeHne B napax
nopakeHHbIX CMDOCOB rnokasarno, YTo, ecnm
rledeHne BToporo cubca Ha4YnHaeTca C
CaMoro PoXXaeHus, To ero otaarieHHble
pes3ynbsTaTbl HUYEM HE OTINYAaIOTCA OT
pe3ynbTaToB fievyeHus npobaHga (nepBoro
cnobca), KoTopoe Ha4MHaeTCca HaMHOro
nosxe.



Ponb paHHero ne4yeHus

[OneTtoTepannsa He NpeaynpeXaaeT N He YCTPaHSET
NoBpeXaeHnsa neveHn n novek, obpasoBaHms
KaTapakTbl 1 BO3HMKHOBEHUS UMMYyHoOedunuuTa,
[lenaoLero HOBOPOXAEHHbIX YS3BUMbIMU MO
OTHOLLIEHMIO K FPaMOoTpULIaTENIbHOMY CEMNCUCY,.

C Opyrov CTOpPOHbI, OHa HE BNUSET Ha OTAANEHHbIE
HEeBPONOrnyeckne HapyLleHusi, KoTopble
pa3BMBAlOTCS B JETCKOM BO3pacTe U NepexoasT Ko
B3POCSIbIM, @ TAKKe Ha 4YacToTy nNaTonornm
ANYHUNKOB.



Ponb paHHero ne4yeHus

[1o pe3yneratam ogHOro uccrnegosaHusa y
65% OOonbHbIX B BO3pacTe ctapuie 3 neT
MMENnCb pedeBble HapyweHus, ay 83%
B6onbHbIX cTapwe 12 net nokasaTtenb 1Q
Obin1 MeHee 85. B gpyrom nccrnegosaHun
OUCOYHKUNA ANYHNKOB ODHapyXeHa y
85% OO0nbHbIX XXEHCKOro nona.



Ponb paHHero ne4yeHus

B gonosrnHeHune K cHuXeHuto 1Q y 60nbHbIX
NPOSIBNAIOTCS cneungpunyeckue
KOrHUTUBHbIE HaPYLLUEHUS, BKITOYAs
nedekTbl NPOCTPAHCTBEHHbIX U
MaTeEMaTUYECKNX NPEeaACTaBEHNN, A TaKXKe
npoobriembl 6oee LWMPOKOro MmacLutaoa,
HanpUMepP YKOPOYEHHYIO KOHLIEHTPAaLUIO
BHUMaAHUA N pasfnyHble HapyLLEHUS
NnoBeEHMS.



Ponb paHHero ne4yeHus

Ewe 6onee 3noselle BbIMAAAT HEKOTOPbLIE
COBPEMEHHbIE Crny4an, ONUCaHHbIE B
nuTepartype, korga y 60onbHbIX C
rariakto3emMmen B ctapLuemM AEeTCKOM U
NoJpOCTKOBOM BO3pacTe pa3BMBanocCh
HenpogereHepaTuBHoe 3aboneBaHme ¢
MO3)KEYKOBBIMWU 1 IKCTpannpamMmmaHbIMu
3HaKaMW.



Cnabble mecTa CKpUHUHra

[Ipy MaccoBOM CKPUHUHIe Y HOBOPOXAOEHHbIX
OyayT BbIABNATLCS pas3nnyHble BapuaHThbl C
yacTnyHon HegocTtaTtoudHocTbio [TAJIT,
KOTopble BCcTpeYvatoTca B 5—10 pas yalle
NOSTHON HEOQOCTAaTOYHOCTM 3TOro hepMeHTa.
Takvme BapmaHTbl UMEIOT COMHUTENBHOE
KNMMHU4YecKoe 3Ha4yeHne, HoO B HEKOTOPbIX
yupeXXaeHusax ux Bce elle NbiTarTcs
NevYnThb.



Cnabble mecTa CKpUHUHra

B3pocnble ¢ TaKUMN FreEHOTUNNYECKUMU
BapuaHTamMm BbIMMAAOAT BNOSIHE 300POBbIMM.
TeM He MeHee, HEKOTOpPbIe CneLnanmncTsl,
npmn3HaBasl JOOPOKAYECTBEHHYIO CYLLIHOCTb
TaKUX BapuUaHTOB, BCE X€ PEKOMEHOYIOT
ne4ynTb nx obrnagarenen B paHHEM JETCKOM
BO3pacTe BO nN3bexXaHne BO3MOXHbIX
OCJTO)XKHEHUMN.



Cnabble mecTa CKpUHUHra

[1aBasi 0030pHbIN aHaNnU3 CBOENo OnbiTa B
OTHOLUEHUN 72 cny4YyaeB YaCTUYHOM
HepgocTatoyHocTu FAJTT (npeanonoXutensHo
reTepo3nroT No annensm
Duarte/ranaktosemus), futuenbsmaH n bocxapa
NPU3HAKTCA B TOM, YTO HE CMOITIN OLUEHUTb
NoONe3HOCTb NparMaTu4eckoro noaxoaa,
OCHOBAHHOIo Ha 0e3nakTo3Hou OueTe B
nepBble 4 MecsiLa XU3HN.



MeToANKN CKPUHUHIA

MeToaonorns CKpUHMHra HOBOPOXOEHHbLIX Ha
ranakTo3eMuIo NpocTa, HagexHa u npaktnyHa. OHa
OCHOBaHa Ha UCMNonb30BaHUN BbICYLLEHHOro NATHA
KPOBW, B KOTOPOM onpeaensatTcs unm no
OTAENBbHOCTUN NN BMECTE YPOBHU ranaktossbl,
ranakrto3o-1-gocdrata n aktuBHocTb ['AJTT.



MeToANKN CKPUHUHIA

CyLLeCTBYET KONOPUMETPUYECKUN PePMEHTATUBHbIN
MUKpOaHanun3 Ha ranakto3dy 1 ranakroso-1-gocdar.
[1lo aaHHbIM LLUnknnHra ¢ coasTopamu npu
ckpnHuHre 350000 HOBOPOXOEHHbIX HA
ranakTo3eMuto 4YacToTa JIOKHOMONOXUTENbHbIX
pesynsratoB coctaBunia 0,028%, npuyem atn
pe3ynbsTaTbl NOYTU B MNOSIOBUHE Crly4YaeB Obinn
CBA3aHbl C KOMMNayHAHbIMW rETEPO3UroTaMu
Duarte/ranaktosemus. JloxkHooTpuuatenbHble
pe3ynbTaTbl 0OHapYy>XeHbI HE ObINN, a METoAMKaA
TeCTUpoBaHMA Oblna pacueHeHa Kak “Hegoporas”.



MeToANKN CKPUHUHIA

CyLuecTBYyeT TakKke doryopeCcUeHTHbIN
doepmeHTaTMBHLIM aHanNM3 No bontnepy c
BTOpPUYHbIM onpegeneHunem [AJIT.

B HecKkonbKkux 6pUTaHCKNX nccreaoBaHmsX
cpegHAasi YacToTa JTOXKHOMONMOXUTENBHbIX
pe3yneratoB coctaBuna 0,16%, a
NTOXKHOOTpULUATENbHbIE pe3ynbTaThl
obOHapyXeHbl He DbInu.



MeToANKN CKPUHUHIA

Ha pesynbraTtbl aHannsa MoryT noBInUATb
BMaXXHOCTb M Temneparypa nNpu NepeCchHISiKe
00pa3sLoB, a TakKe CTerneHb N3HavyarbHOro
BbICYLLMBaHUA NATHA KpoBU. B xonogHoe
BpEMS rofa Yacrtora JTIO)KHOOTpUuaTenbHbIX
pe3yribTaTtoB TEOPETUYECKN MOXKET
BO3pacTarTb.

B ogHOU 13 cepuit CKpPUHMHIra HOBOPOXXOEHHbIX
B BenukobputaHum Obin obHapyXeH
eQNHCTBEHHbIN NOXHOOTPpULUaTENLHbIN



TABJINLA

Fanakmosemusi: achgpekmueHocmb U

yesiecoobpasHocmb CKPUHUH2a

Kputepuun ckpuHuHra

CooTtBeTCcTBMUE

3abonesaHne YeTKO O4YepUYEHO (V4
N3BecTHa yacToTta B nonynsauun (ans Poccun) L]
Bbicokue nokasarenm 60ne3HeHHOCTU U v
CMEpPTHOCTH

MMeeTcsa OoCTynHoe aPdPeKTUBHOE NeYyeHne []
PaHHee neyeHne ynydwaeTt KOHeYHbIN ucxoq +
STNYECKN NpnemMnembin, 6esonacHbin, NPOCTON +

N HageXHbI METOA, TECTUPOBAHUS




BuiBoAb!

YacToTa ranakrto3seMmm HaMHOIO HMXe MO CPaBHEHMUIO C
®OKY 1 runotnpeosom.

[[@anakTo3emMuns He OaeT CTOMNb TSAXKeNoro yMCTBEHHOro
oedpekta kak PKY mnmn runotnpeos.

OThaneHHble pe3yribraTbl paHHEro JieHeHnAd OCTakoTCA
MNIIOXUMMN.

Bbirogbl CKpUHMHIa cBsA3aHbl, B OCHOBHOM, C
npenynpexageHnem B oCTPbIX NPOSABNeHM 3aboneBaHns
Y HOBOPOXXAEHHbIX

Kputepun adppeKkTnBHOCTU U LIENIeECO0bpa3HOCTU
nporpaMmm MacCOBOro CKPUHMHIa He onpasBablBalOT
BBEAEHWNSI CKPUHUHIa HOBOPOXOEHHbLIX Ha raniakTo3eMuio
(B Bennkobputanun).



JInTepatypHble CCbINKWMO MeTOaMNKaM
CKPUHWUHTA Ha ranakTo3eMUIo
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2) Neonatal Screening for Galactosemia by Quantitative Analysis
of Hexose Monophosphates Using Tandem Mass
Spectrometry: A Retrospective Study
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Flemming Skovby, Bent Ngrgaard-Pedersen, Henrik Simonsen
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