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HacneactBeHHbIe HApyLLEHUS
MeTabonuama

 HoCOH COOH  H,COH
So bo

MyTanuu B reHe,
KOAUpYoIeM (PepMEHT
IPUBOAAT K HAPYHICHHUIO
- ero padoThl

H,COH COOH  H,COH
®0 }~o 0 0

Metabonu3m JiepMaTaHcyibdara



MyTauuum 8 reHe CHWXeHue aKTUBHOCTU (pepMeHTa

rexl . pepmeHT 2

-\ -»,—kr C

\ CHWXeHue Konu4vecTBa NpOAYKTOB peakumn

YsenuueHue
Konuyectea cybctpata

YBenuueHue coaepxaHus NpousBoAHLIX cybcTpata
B 6UONOrMYEcKUX KUAKOCTAX UNU TKAHAX



Knaccugpukaumns

22 noaKnacca B 3aBUCUMOCTU. OT NOpPaXeHHOoro
MeTabonn4yeckoro nyTu

Noaknaccsobl: YyacToTa
AMuHoauungonaTum 31%
OpraHu4yeckue aunaoypum 27%
[ledeKTbl LmKna MOYEBUHbI 21%
[ledpeKkThbl AblXaTeNbHOW Lienn MMTOXOHOPUN 12%
[ MMKOreHo3bl 8%
[ledpeKTbl MUTOXOHAPUANbHOIO B-OKUCIIEHUS 8%

[lepokncomHblie 3aboneBaHud 4%



HapyLwieHns metabonunima-
HacneaCcTBEHHbIE
3aboneBaHuA

AYyTOCOMHO-PELIECCUBHbIN
(nogaengawoLlee 00NbLLNHCTBO PopMm)

2. X-CUenfeHHbIN
3. MuToxoHAgpuanbHbIN

4. AyTOCOMHO-AOMUHAHTHLIN ( peaKko)



N3BecTHO ©Oonee 50
HacneaCcTBEHHbIX Hapy
MmeTabonmama



HacnencTtBeHHbIe HA
MeTabonusma — pen
3aboneBaHus

HNA



LacToTa BCTpe4YyaeMoCTu

3aboneBaHuA YacToTa
PeHUNKeToOHYpUs 1:8 000

bone3Hb Tesa-Cakca 1:120 000

(cpeou eBpeeB-allKeHa3w) 1:3 000

bone3Hb lowe 1:40 000

bone3Hb Kpabbe 1:100 000

X-cuenneHHasa aapeHoneukoguctpodcduna 1:40 000
Mykononucaxapugos tun |l 1:70 000



Kak nposBnATCS
HacneacTBeHHbIE HApPYLLUEHUS
mMeTabonunama

B 0OJIBIIMHCTBE CIy4aeB 3a00JICBAaHUS
COIIPOBOXKJIAIOTCS NOPAKECHUEM MHOT'HUX
CHCTEM OPraHOB

MoryT nposIBISITHCS B JFOOOM BO3pacTe OT
MJIaJICHYECKOI0 10 B3pOCJIOro, B
3aBUCHMOCTH OT META00JINYECKOTO AC(EKTA



[lnarHocTuka

« KinHHYECKHE CUMIOTOMBI, KaK IIPABMIIO,
HeCHEeUU(PUIHBI

* MHorue 3a00JIEBaHUS YPE3BBIYaANHO CXOAHbI
10 KJIMHUYECKUM OPOSBICHUSIM

* ToyHas AUAarHOCTHKA BO3MOKHA TOJBKO C
IIOMOILBIO JIJAOOPATOPHBIX METOAOB



3ayem BbigBNATb HBO?

HE{ 5O Dﬁﬂ%ﬁ‘@yﬁb IFFERE Oy PREFTEYX
MOHOTI'CHHBIX OJIC3HCU, C MMaEEHa}I

e RS BRI M QR Qs

1380 cBamNi. | loaapaseomee
MBS R S
JITST HEKOTOPBIX ~ BO3MOXKHO  ITOJTHAS
KJIMHAYECKasl KOPPEKIIHSI.

[Ipy TOYHO YCTAHOBIICHHOM JHArHO3€
BO3MOKHO IIPOBEICHUE IOPOAOBOM
(DpeHaTaJIbHOM ) JUATHOCTUKH B CEMBE.



OCHOBHbIe MeTOdbl TOYHOM
anarHoctnkn HBO

» buoxnmmnyeckmne

» MonekyndapHoO- reHeTU4YeCcKne



[NHK-gnarHoctnka OH3nmmogmarHoctuka XpomaTtorpagudeckue
n apyrme metoabl apyrne KonmyecTBEHHDI
aHanunsa 6enkos MeToabl



NunarHocTtnka HBO

1

NHK-AanarHoctnka J3H3mmoauarHoctuka XpomaTtorpadoumyeckme
n apyrme metoabl apyrne KonnyecTBeHHbIE
aHanmnaa 6enkos MeToabl




Xpomarorpacpuyeckmue meToabl, NpUmMeHsiembie B
auarHoctuke HBO

AMHMHOKHUCJIOTHI AKA,B97KX AmuHoauuaonaruu

Oprannyeckune KUCJI0ThI I'X-MC Opranuyeckue auuaypuu,
AMHHOAINAONATHH

IypuHbl/ IUPUMHUTUHBI B2/KX Hapymienuss obmeHna
IYPUHOB/MMAPUMHUJIUHOB

OJIIKK, puranosas, I'X-MC IlepoxcucomMHbIe O-HA

KHUCJIOTA, JIa3MOJIOT€HbI

MeTa001MTHI X0JIeCTEPUHA I'X-MC Cunapom CJIO

KarexojiaMuHblI, BIKX boJie3Hu HePOTPAHCMUTTEPHOIO

AMUHOKHCJIOThI o0OMeHa

MoHo- u aucaxapuabl BI/KX HapymeHnusi yriieBoiHOro 00MeHa

TOPMOHBI 136), 19,4 HacieacrBeHHbIe JHAOKPUHONIATHH

KapuutuH u ero 3¢gupbl I'X-MC HapyIIeHUsI MUTOXOHAPHAJILHOIO B-

OKHUCJICHUA



TaHgemMmHass Macc
CMEKTPOMETPUS-
COBPEMEHHAaA TEXHQOMS
anarHoctukn HBO

[To3BoJIsIEeT aHATM3UPOBATh OOJIBIIIOE YMCIIO META0OIUTOB, &
3HAYUT BBISBIISITH OOJIBIIIOE YMCIIO HACIECACTBEHHBIX HapyIIEHUN
oOMEHa BEIIECTB

Bpems anann3a oHOTO 00pa3iia- HECKOJILKO MUHYT

TpeOyeTcst HeOOJbII0E KOINYECTBO OMOJIOrHYECKOro Marepralia
(IATHO BBICYIIIEHHOM KPOBH)



AMNHOKNCNOTDI

100. - KOHTPOJb
CTAHOAPTbI
Ala Phe
E R Leu + Ile
Phe
| eu
Tyr
Ala Gln s
Val Cit Glu
| Gly Ser || Val Met Asp  Glu
| | .
L e e |
140 160 180 200 220 240 260 280 300

m/z, amu



boJ1e3Hb ¢ 3amaxoM KJIECHOBOI0 CUPOIIa MOYH

100

Leu +

CTAHOAPTbI

% Intensity
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™ Gln eu Phe|  Tyr
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(T T | |
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TUPO3UHEMUS

100,
Tyr
CTAHOAPTbI
Pro
ESO Ala
Phe
Phe
Leu + Ile
Gln Leu
Al Vel Cit Tyr Gl
Gly Ser || Val Met Asp  Glu
sl | -
(T | |
140 160 180 200 220 240 260

m/z, amu



100 _

% Intensity

[6)]
o

C3

270

C4

C5

L L

C6

300

330

c8

|m. oot MLL N

360

anuaypus tan 1

C12

C10 C14

il ]
390 420 450

m/z, amu

YTPEHHUE CTAHOAPTbI




& TaHOoeMHas-Macc CneKTpoMeTpuUs

P

AMUHOAGUUAONATUU OpraHuyeckue aumaypuu
JNeiuvHO3 (1:185 000) nrotapoeaa auvaypusa tun 1 (1:30 000
FKY (1:8000) TTponuoHoeasa auvaemus (1:50
TuposuHemua Tun 1 (1:100 000) 000)

HekeToTuueckas MeTtunmanoHosas aumaypus (1:48 00C
MineprnvuumHemus  (1:55 000) UsoeanepuaHoeaa auuaypusa. (1:50 00C

LiutpynuHemus (1:250 0000)

LegexTbr B-okucneHus
HenoctatouHoctb SCAD

HepoctatouHocts MCAD
(1:8000)

HeaoctatouHoctb VLCAD
HeanoctatouHocts LCAHD
HeaoctaTtouHoctb CPT1
HeaoctaTtouHoctb CPT2
HOpyrue pemekTbl P-oKkucneHus




HacneacTtBeHHble
MmeTabonmama Bos3
BbIABUTb A0 HA4ar
KIMHUYECKNX MPOABIEH

LIEHUA



MaccoBbIV CKPUHUHT
HOBOPOXOEHHbIX

Bo Bcex cTpaHax mpOBOAUTCS MacCOBOE
00cCJIeOBaHNE HOBOPOXKJICHHBIX HA
HexkoTopbie N3 HBO ((eHunkeTonypys)

B HEKOTOPBIX CTpaHaX CKPUHUHI BKIIIOYAET
30 dbopm HBO

COBPEMEHHBIC TEXHOJIOTHH MO3BOJISIOT
IIPOBOJIMTH CKPUHUHT HAa MHOTHE 13 HbO



[lnarHoctmnka HBO

Benok

OHK-gnarHoctnka OH3nmogmarHoctuka XpomaTtorpaguyeckune Wunu
n gpyrme Metoabl apyrne KonnyecTBeHHbIE
aHanusa benkos MeToAabl



OnpepneriedHme akTMBHOCTMU
doepMeHTOB

buonornyecknn martepman: nenkounThl
nepudpepmnyeckon KpoBu, nnasma KpoBu, Kyrbrypa
KOXHbIX dondbpobnacTtos, npeHatanbHast AnarHOCTUKa
— BOPCUHbI XOPMOHa

CybcTpaTtbl — dornyoporeHHble , XPOMOreHHbIE U
paANOaKTUBHbIE



NunarHocTtnka HBO

| N I |

NHK-anarHoctnka J3H3MmoauarHoctuka XpomaTtorpadguyeckue
n apyrme metoabl apyrne KornmyeCcTBEHHbIE
aHanmnaa 6enkos MeToabl



[HK-gunarHocTtuka

[IpocTol u OBICTPBIN aHAJM3“(BBISIBIICHUE
OIIPEACICHHOM, OOBIYHO YaCTOU MyTaLliH
B I'CHC)

JITUTEeNbHBIN U CIIOKHBIM aHanu3 (414
MTOMCKA PEIAKUX MyTaIlHi)




[NHK-OomnarHoctuka

[unarHoctnka HocuTenbCcTBa 3aboneBaHnit. ( KpamHe BaXHO Ans
X-cuenneHHbIx bopm bonesHen n 3aboneBanHn HacTbIX B
onpeaeneHHbIX 3THUYECKUX rpynnax)

OnarHocTtuka 3aboneBaHni ¢ HEN3BECTHbLIM NEPBUYHBIM
BruoxumMmmnyecknm aedekTom

[OuarHocTtnka 3aboneBaHn Npu KOTOPLIX DUOXNMUYECKUE
METOAbI CNOXHblE N TPEDYIOT NpoBeAEHUS UHBA3NBHbIX
npoueayp (Hanpumep bruoncust ne4veHn)

[MpeHaTanbHas AnarHocTuKa
[MpegmumnnaHTaUuuoHHas AnarHocTuka



[lInarHocTuka B Poccun
(nabopatopusa HBO Y MI'HL| PAMH)

Jlnarnoctuka Bo3moxkHa 111 150 popm
3a00JICBaHUI

Jlst 40 popm npoBogutcs JIHK-
OWArHOCTHKA

Pa3pabdaThIBaroTCsl METOABI JMArHOCTUKU
g 20 popm HBO



MaccoBbIV CKPUHUHT
HOBOPOXOEHHbIX

Ha HekoTopbie n3 3a001¢BaHNU
IIPOBOAUTCS O00CIEIOBAHNE BCEX
HOBOpOXAeHHBIX B Poccuu (HBO:
raJakTO3EMHUs, aAPEHOICHUTAIbHBIN
CUHIPOM, (DEHUIIKETOHYPHS APYTHUE
00JI€3HU: MYKOBHUCIIMI03, THIIOTUPEO3)






Knuanueckas
IUarHoCTUKa



Knuauueckas JIaboparopHas
JIMarHOCTHKA

JAUATI'HOCTHUKA




Knununueckas JIaboparopHas
JIMarHOCTHKA

JAUATI'HOCTHUKA




Knununueckas JIaboparopHas

JAUATI'HOCTHUKA ANAI'HOCTHUKA

IIpodunakrTuka




JTabopaTtopusa HacneacTBEHHbIX

bone3Henn obmeHa BeLlecTB
'Y MfTHU PAMH

MockBa, yn.
MockBopeube .1,

en. (495) 324 2004

labnbo@yandex.ru



