bone3Hu yrnesogHoro
obmeHa

HapyLueHns obMeHa ranakTos3bl

HapyuwieHnsa obmeHa ppyKTo3bl

 TINKOreHo3bl



HacneancrtBeHHasa raniakTto3eMus

« [[@nakTozemmnd tun I
(HeoAOCTATOYHOCTL

ranaxkTo3o-1-pocpat ypyuannTpaHcpepassr)
« [@nakTo3emmnga tun II
(HepoOCTATOYHOCTb FASIAKTOKUHA3LI)

« [[@naktozemunda tun III

(HeaOCTATOYHOCTL
Y[2®-ranakto30-4 anumepassbr)




[[anakTozemuda 1 Tmna

« MaHu@pecTnpyeTt B HeoHaTa/iIbHOM
nepunoge. Hepes HeCKOJ/IbKO AHeN
nocse nepBoro npMemMa MoJ1oKa
NosaABNAEeTCA pBOTa, Anappes. B
TeuyeHune nepBblX HeAeNb HapacTaeT
XXenTyxa, renatocnjieHoMeranug.

[ MNOTpOoMdUA A0 KaXeKCUn.
BbigBnaeTCca KaTapakTta, HapacTaeT
3a4ep>XKa NMCUXOMOTOPHOIO
Pa3BUTUA.




HACJIEOCTBEHHAA
[AJTAKTO3SEMWA TUIT |

« [anakrto3demud | TMNna — HacnegcTBeHHOoE
3abonesaHue, 0OycnoBrneHHoe
He4OCTaTOYHOCTbLIO ranakrto3o-1-gocdat ypmuann
TpaHcdepasbl, PpepMeHTa, y4acTBYHOLLEro B
MeTabonmame ranakTosbl.

« [anakto3lemuda Tun | aBnseTcsa Taxenou,
TPeOYIOLEN HEOTITOXHON KOPPEKLIUM NaToSornen.
MaccoBbI CKPUHUHT HOBOPOXKOEHHbIX,
NpoBOAMMbIA BO MHOTMUX CTpaHax, HanpaBfieH Ha
BbIABNEHNE MMEHHO 3TON POPMbl ranakTo3eMumn.



OVATHOCTUKA TAJIAKTO3EMINA
Turl |

1. onpegeneHmne KOHUEHTpaLUUmn ranakTosbl, ranakros3o-
doocdraTta B KpoBU

2. UBMEPEHNE YPOBHS aKTUBHOCTU dpepMeHTa ranakroso-1-
doocdat ypuanntpaHcdepasbl B 3pUTpoLIUTaX.

3. AHK-aHann3 . Ha cerogHsWwWHMN OeHb B reHe ranakro30-1
doocdat ypugmuntpaHcdepasbl (GALT) onncaHo bonee 180
pasnnyHbIX MyTauun. Hanbdbonee pacnpocTtpaHeHHbIMU
asnsaTca mytaumm Q188R n K285N, B COBOKYNHOCTH, OHU
COCTaBnAT B eBponenckmx nonynaumnsax donee 70% ot Bcex
MYTaHTHbIX anrenen n odbycnaenuealT pa3BuTne
Krnaccuyeckon opMbl ranakTto3emMun.



PESYIIbTATbl MYTALUNOHHOIO AHAJT3A
MALMEHTOB C FAJTAKTO3EMWEW TUM |,
MNONTYHEHHbBIE B JIABOPATOPWN HBO MI'HL

PAMH
« 23 nauyueHTac [JQ188R
anakrosemuemu I
ranakrosemMuen tTmn 2 K285N
37%
= CKpPUWHUHr Ha YacTble m OPYIMUE
myTauum Q188R n K285N
« [lonck pegkux anneneu:
OoBHapyXeHO 8 MyTauui 50%

(ABe U3 HUX — HOBbIE)

= 9 MyTauwmii eLue He 13%
OOHapyXeHbl



OETEKUNA MYTALUMN Q188R

. MUP 3k30HOB 5-6 reHa GALT — H . 377

dparmeHT pasmepom 477 n.H.

. PeCTPUKLMOHHbIN aHanus ¢ PR R~ 270 n.h.
ucnosib3oBaHuem pepmeHTa -

pectpukuumn Bst2Ul (CCrWGG)

. Mpu mytaumm Q188R ucyesaert cant
pectpukumn anga Bst2U | v noasnsaeTca
doparmeHT paamepom 377 n.H.

107 n.H.
100 n.H.

. Ha pucyHke cnpaga:

1 — Q188R B reTepo3nroTHOMm
COCTOSAHUN

2 — HOpMa 1 2 3

3 - Q188R B roMO3MroTHOM COCTOAAHUM



OETEKUNA MY TALNN
K285N

1. TLUP 3k30Ha 9 reHa GALT -
¢parmeHT pasmepom 160 n.H.

2. PeCTPUKUMOHHBbIN aHanNus3 ¢

ncnonb3oBaHueMm epmeHTa ‘ : 160 n.H.
pectpukuumn Sse9 | (*AATT)

3. MNMpun myTtaummn K285N Bo3HuKaeT canT
pectpukumn anga Sse9 | n noasnarTCcA 98 n.H
dparmeHTbl pasmepom 98 n.H. U 62 n.H. e

4. Ha pucyHke cnpasa:
1- Hopma
2 — K285N B retepo3uUrotHomMm COCTosIHUMN 62 n.H.



FNAUVIIEAU I DEMTrAA

OPYKTO3EMUSA (ANbOONA3bI
B HEJOCTATOYHOCTb)

PpyKTOo3emMmuns — HacneacTtBeHHoe 3aboneBaHue
oOMeHa BelecTB, OOyCrioBfNeHHOoe
HeA4OoCTaTOYHOCTbLIO pepMeHTa — anbAaonasbl B,
yyacTByHOLlero B npouecce yTunusauum
dpyKkTO3bI. B pe3ynsTraTe He4oOCTaTOMHOCTU
anbaona3sbl B hpykTo3o-1-choccar
HaKannnMBaeTCA B OpraHn3mMe, UHrMounpys
npouecchl rMUKOreHonn3a " rrrKoHeoreHesa.



HacnencreBeHHas
HENepeHOCUMOCTb (PPYKTO3bI

« MHPaHTUNbHaa popma- Ha4yano cpasy rnocne
nepBoro nNpMeMa nuULn: rmnorinkeMuns,
rmneprnapo3s, TOWHOTa, pBOTa, anatus, BSNOCTb,
COHNNBOCTb, TPEMOpP, CYyA0pPOrn, NporpeccupyeTt
ne4yeHo4YyHass HeAOCTAaTOYHOCTb, FreneToMeranus,
xentyxa. 'mbenb Ha 1 roay >XMU3HW.

« [lo3gHenHMaHTUNbHAa popMa- MaHUMecTpnyeT
00 3 NeT NNaKCMBOCTbIO, r<MNepBO36yANMOCTbIO B
coYyeTaHun c anaTtuen, pBoTa, Anapes,
renToMeranuns, Xentyxa, rmnotTpodus,
MMUOKJ/IOHUWN, NporpeccupytoLlas noyeyHas
HeAOoCTaTO4YHOCTb. [1pn cBoOeBpeMeHHOM AMarHo3e
N Ha3Ha4dYeHnn gmeTbl 6e3 PPYyKTO3bl N caxapo3bl
NporHo3 6,1aronpuUsiTHbIN.



OVNATHOCTUKA OPYKTO3EMINA

= U3MEPEHMEe aKTUBHOCTU anbaorasbl B B
ononTaTte neyvyeHu.

= CHWXXEHME IMIKO3bl B KPOBM Yepes vac nocre
BBeEHNA PPYKTO3bl B onpeneneHHon Oo3e u
onpegeneHne PpyKkTo3bl B MoYve U nnasme
meToaom TCX (NogoOHbIN TECT OOSKEH
NPOXoAnTb Mo CTPOrMmM BpavYeOHbIM
KOHTPOJIEM, YTO HE BCEerga BO3MOXHO B
nabopaTopHbIX YCIOBUSAX).

« [JHK-aHanus



OHK-AHAJINGE PPYKTO3EMNA

[eH ALDOB nokannsoBaH Ha AJIMHHOM nrieyde XpoMOCOMbI 9
(nokyc 99g22.3)

MonekynapHo-reHeTU4eCckMn aHanns3 PpPyKkTo3emMmm B MUPOBOU
npakTuke bbln1 HavaT B KoHue 80-x rogoB NpoLUsioro CToneTua

Ha cerogHAWHWUN AeHb K3BECTHO oKomno 20 pasfnyHbIX
MyTauun B reHe anbaonasbl B.

OnucaHbl gBe yactble mytauum A149P n A174D B 9K30HE S
reHa ALDOB.

MyTtauna A149P wunpoko pacnpocTpaHeHa B EBporne n valle
BCTpeYyaeTca cpeaun xuteneu cesepHoun Esponel. 1o
HEKOTOPbIM OLleHKaM YacToTa BcTpedaemoctn mytaumm A149P
cocTaBnsieT okono 60%

UacTtoTa BcTpevyaemoctu myTtauum A174D cocTaBngaeT B
coBokynHocTn 16% B nonynaumax Utanuu, Lsenuapun un
KOrocnasuu



Pesynbrat pecTtpukunoHHoro aHanmaa NnUP-pparmeHTa
9k30Ha 5 reHa ALDOB depmeHTOM BstC8 | B HOpmMe 1 npwu

yacTbix MyTaumnax A149P, A174D.

A149 A174
] HOPMA
70 121 9 135
A149P Al174
)f \ \ MYTALMNA A149P
191 9 135
A149 A174D
\ \X MYTALUA A174D




OETEKLUNA MYTALUN A149P B CEMbBE T.

« [P ak3oHa 5 reHa ALDOB

« PecTpuKUMOHHbIM aHanunsa c
NCMoSfib30BaHNEM

doepmMeHTa pecTpukLnm 191 n.H.
BstC8 | (GCNANGC)
= Ha pucyHke cnpaBa: 135 n.H
121 n.H.
1 —retepo3uroTa rno
myTaummn A149P (oTeu)
2 —roMo3unroTta rno myrtauum 70 n.H.

A149P (npobaHp)

3 —retepoaurora no
MyTaunnA149P (matb)

4 — HopmMa (KOHTPOIb)




PESYIIbTATbl MYTALUNOHHOIO AHAJT3A
MNALMEHTOB C ®PYKTO3EMUEW,
MNONTYHEHHbBIE B JIABOPATOPWN HBO MI'HL

PAMH

NauneHT Annenb 1 Annenb 2
T-B A149P A149P
3-Ba A149P A149P
K-Ba A149P A174D
C-oB A149P A149P
[1-eB A149P A149P
LI-oB A174D A174D
K-na Al174D A174D
T-Ba A149P ?

T-0B A149P A149P




[nKoreHo3bl — 3aboneBaHus, OOYCNOBIIEHHbIE
HacneacTBEeHHbIMU oegektTamm depMEHTOB,
yyacTBylOWNX B CUHTE3e WUNu pacllenneHnm
[MWKOreHa, a TakKkKe B TpaHCMnopTe [MKOo3bl N ee
NPOnU3BOAHLIX. B pesynerare nponucxogut
HakonfeHne T[fMKoreHa B pasHbiX  TKaHSX,

npenmyLlecTtBeHHO B NnevYeHn mn Mblllilax



[NnkoreHo3 0 TnMna (HeAoCTaTOYHOCTb
MUKOreHCUHTETas3bl)

[nnkoreHo3 I tuna (6one3Hb 'Mpke)
[nnkoreHos II Tnna (6one3Hb NMomne)
[nukoreHos III Tnna (6onesHb Gopbca)
[nnkoreHos IV tnna (6one3Hb AHAepceHa)
[nnkoreHo3 V tuna (6one3sHb MakApans)
[nnkoreHo3 VI tnna (6one3Hb Nepca)
[nnkoreHo3 VII tTnna (6onesHb Tapyn)

[NnkoreHo3 IXa Tnna (HeaAOCTaTOYHOCTb KMHA3bI
docopwunasnbl)

[nnkoreHo3 IXb tnna (gedekT a-cybveanHuubl
KMHa3bl ochopuniasnl)

nukoreHo3 XI tuna (cmHapom ®aHKoOHU-bukens)



NndopepeHLUmanbHO-
ONarHoOCTUYEeCKUe MapKepbl

PaHHA4 renaTtoMerannsa ¢ AUCHYHKLUMEN NnedeHn
« KYKOJIbHOE NnNLo»

JlakTaT aumnaos

[[MnornnkKkeMmns

[Tpn 60ne3Hn MpKe-peKKypeHTHble MHDEKLUN,
S3Bbl B MOJIOCTU pTa U C/IM3NCTON KULLIEYHUKA,
HEUTPOMNEeHUS.

[Mpn 6one3Hn Nomne- Kapanomeranus,
nporpeccupyroLwas neroyHo-cepaeyHas
HeAOCTAaTOYHOCTb, NporpeccupyroLwas MbllleyHad
cnabocCTb



OO0b6sa3ameibHble UCCTeO08AHUSL:
*QornpeaeacHne KOHLICHTPALMHU [IFOKO3bI, JIJAKTaTa U KETOHOBBIX
TEJI HATOIIAK U MOCJIE €Ibl

[l lpogoKkayuUOHHbIE MPOOkI:
*BBBEEHME [TIIOKAroHa HaToLLaK 1 rnocne eabl

bBBbuoxumuyeckasa duacHocmuka:
*MN3MEPEHNE aKTUBHOCTU DEPMEHTOB B MEYEHN, MbILLLIAX,

apuTpouuTax, nemkountax, dndbpobnacrtos

HIHK-OuacHocmuka



NHK-gunarHocTuka rnmkoreHo30B B
nabopatopuu H6O MIrHLU PAMH

Tvn MyTauuu

'mukoreHo3 |Ib Tuna

'mukoreHnos lll tTuna

'mukoreHo3 IV t™vna

'nMnukoreHo3 V Tuna

'mukoreno3 Xl tnna




Tepanud

« YacTble KoOpMJIeHUSa B TeyeHne AHS C HOYHbIMU
Ha3oracTtpajibHbIMN BBAEHEHUAMU THOKO3bI
8-10Mr\Kr\MunH nnn 5-7Mr\kr\MmH y aeten crtapuie
3 nerT.

« PacnpepeneHve Kanopuu B AHEBHOE BpeMS:
yrnesoabl 65-70%, 6enkn- 10-15%, »xunpsbl
20-25%. lNpuneM cbiporo Kpaxmasna 1,6 r\kr
KaXkable 4 yaca y MJlafdeHLuUeB , Y CTaplunx gerteu
1,75-2,5 r\kr kaxable 6 4yacos.

« ANSIONYpPUHOA ANdA KOppPeKuUn rmnepypukemMmm.(
KOHLLeHTpaLunus MOYeBOW KUCIOTbl HE A0JIXKHa
npesbiWwaTb 6,4 Mr\asni.



