XpaHeHHe U TPAHCIIOPTHPOBKA OMOMAaTepUaJIa

OO0pa31bl BBICYIICHHBIX MATEH KPOBH MOKHO XPaHUTh B OOBIYHOW Kamepe XOJOMIbHUKA
npu +4°C 1o ornpaBku. Cpok XpaHEHHUS 10 MOMEHTA OTIPABKU HE JIOJKEH MPEBBILIATh 7 JHEH.
Temnepatypa npu TpaHCIIOPTUPOBKE OrMoMarepuaina qonkHa ObITh 0T 0°C no +10°C. Ecnu xpaHuTh
JoJiple U Ipu Oosiee BBHICOKOW TemrepaType, TO aKTUBHOCTh ()epMEHTa JaKe€ B HOPME MOXKET

CHMIXATBHC, YTO MPUBCACT K JIOXKHOIIOJIOKUTCIIBHBIM PE3YyJIbTaTaM.
IIpunoxenue b. Anropurmsl aeiicTBUIl Bpadya

IIpn noseimenun koHueHtpauuu C5:1 mpu IpOBENEHMM HEOHATAJIBHOIO CKPUHHUHIA
HE00X0MMO COOpaTh KPOBB JJIsl IOBTOPHOTO ONPEICICHHUS YPOBHS alMIIKAPHUTHHOB (PETECT),
ecin mocie perecta ypoBeHb C5:1 coxpaHsieTcsi BBICOKMM, TO O0pa3lbl OTIPABISIOT B
pedepeHCcHbI LEeHTp Ul HOATBEp)KIaroIiel auarHocTuku. Pomureneit uHdopmupyroT 00
0COOEHHOCTSX MpOSABICHUS 3a00JIeBaHUs, CPOKAX MPOBEIEHUS TecTupoBaHus. B pedepencHOM
LEHTPE IPOBOAAT MOJIEKYJISIPHO-TEHETHUECKOE HCCIEA0BaHUE M ONPEIEICHUE OPraHUYECKUX
KHCJIOT MOYM METOJOM ra30BOM XpoMarorpaduu ¢ Macc-CrieKTpOMETpHUEH.

B cnyuae orcyrerBust mytauuit B rene ACAT1 u xapakTepHOro npoduisi OpraHn4eckux
KHACIOT MOYM HEOOXOAMMO MPOBOANUTH AuddepeHlnanbHy0 JUarHoCTUKY C  JpYTUMH
3a00JIEBaHUAMHU CO CXOJHBIMH OMOXMMHYECKMMH u3MeHeHusimu (puc. 1b u puc. 2b B
npuiioxkeHuu b).

IIpn HanMMUMK KIMHUYECKUX CUMIITOMOB, uTO KpaiHe peako ainsi HMAT B HeoHaTanbHbIN
nepuoJi, HeoOXoIuM TNepeBoJ pedeHKa B MHOTONpo(UIBHBIN CTAallMOHAp C OT/AEJICHHUEM
peaHuMaly ¥ Hayajao Tepanud B COOTBETCTBUM C KIMHUYECKMMU pexkomeHaauusmu. [locne
MOJATBEPXKJIEHUSI  JMarHo3a HeoOXoauMa MEAMKO-TeHeTHuYecKas KOHCYNbTallusi CEMBbH.
JlanpHeliiee BelEeHUWE MAIMEHTa OCYLIECTBISIETCS B COOTBETCTBMM C  KJIMHUYECKUMU

PCKOMCHAAIUAMMU.
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‘ AUWNKAPHWTHHEI B BEICYLUEHHEIX NATHAX KPOBW ‘

v '

C&:1 = 015 meM/in C&:1 < 0,15 meM/in

! y

HEL,OCTATOMHOCTE MUTOXOHAPWANEHOR
peTECT augetoauetnn KoA twonazsl
MCKIHYEHE

h

v v

C&:1 = 0,15 meM/in C&:1 <015 meM/n

OTpULETENEHBIE PE3YNLTATHI
OPraHUYEcKUe KNCIIOTh MOMH -
Buoxumudeckoi n JHK-
reHeTUMECKaA NaHenk
LNarHoCTHKK

v v

HEOLHO3HAYHBIE PE3YNLTATSI CONOCTABNEHNE KNMHWUYECKAX 1
KETOHOBLIE TENA NOBLILIEHEI NOATERpHEtoLL, e nabopaTopHbIX 4aHHbIX
FEHOTHN YCTAHOBNEH Broxumndeckoi W JHK- UCKNYEHWE oWWBoK
D UMArHOCTMRN NpeaHanMTMYECKOro 37ana

v

HEO0CTaTOMHOCTh
MUTOXOHA PUanLHON aueToalaTin
KoA Tmonazel
nogTEEPHAEHA

MEOWKO-TEHETHMYECKDE
KOHCYNETHROBAHWE CEMEN,
Ha3HavYeHWe OUETOTERANKK

Pucynok 1B. AnroputM CKpUHHMHra Ha BBISBJICHHE HEIOCTATOYHOCTH MHUTOXOHIpHanbHOM anertoanetwin-KoA tuonazsr (HMAT) meronom
U3MEpEeHUs] YpOBHS 3-MeTHJIKpOTOHMIKapHUTHHA (C5:1) B KpOBU M KETOHOBBIX TE€J B MOYE U MOJEKYJISIPHO-TEHETUYECKOTO HCCIIEeI0OBaHUS IeHa

ACATL.

39



KeTtoaumnpgorunyeckuim Kpus
(PH < 7,3; HCO, < 15 mmonb/n; OKB > 7 Mmonb/n
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Za;?;ul(ml\ SCOT/ MM CKin [AvnabeTnyeckui
DOpyrve OA HMAT RO peakuus
AernaporeHasbl neuumT Ha cTpecc KeToaumpos
MCT1

PucyHnok 2b. Anroput™ CKpUHUHIA Ha BBISIBIIEHHUE HEOCTATOYHOCTH MUTOXOHAPUATbHON
aneroaneTmin-KoA tronaszer (HMAT).

2M3I'b-KoA neruzaporeHasa — 2-MeTUI-3-TUAPOKCHOYTHpMI-KoA neruaporeHasa;
MAT = wmutoxonapuanbHas aneroanetuia-KoA tuonaza; OA = opraHuyeckue aiuaypun/
anuaemun; CKK/OKT = cBoOoaHbBIE >KUPHBIE KUCIOTHI/00IIEe KOJIMYECTBO KETOHOBBIX TEII,
HbAlc = rnukupoBanusii remoriooun; MCT1 = Tpancnoprep MoHOKapOokcuiata 1
(monocarboxylate transporter 1); SCOT (succinyl-CoA:3-ketoacid CoA transferase) = cykuuHumII-
KoA 3-keroammn-KoA-tpancdepasa (cykunnui KoA:3-okcokucnornas KoA-tpancdepasa).

Otpesnas Touka (= 0,3) mus CXKK/OKT He sBusercs abCONMIOTHOW BENUYHMHOM.
JnurenpHOe rononaHue MokeT npuBecTH K cHibkeHUio cootHomieHus CXKK/OKT. Mudyzus
nexctpo3bl**  cHmxkaer ypoBeHb CXKK Owictpee, wem OKT, 4yTo Takke CHUXKAaeT JaHHOE
COOTHOIIEHHe. Tspkenass TUNEPrIIMKEMHUs C TOBbILIEHHbIM ypoBHeM HbAIc 006b14HO
JTUArHOCTHPYETCA Kak JWa0eTHMUeCKUH KEeTOaluA03, OJHAKO H3BECTHBI Clydyau KeTOoaluao3a
cxoxeM ¢ auaderuuyeckuM mpu HeKoTopbix OA. Takum obpa3zom, HopManbHbIN ypoBeHs HbAlc
HE HCKIIoYaeT JauabeThueckuil  Keroamuao3  (0003HAYeHO  NYyHKTUPHOW  JIMHHUEH).
Hecnenuduueckuit npoduinb opraHMYecKWX KHUCIOT B MOYE€ IPU KETOalUJ03€ TaKKe He
uckmoyaer HMAT (o0o3HaueHO TYHKTUpPHOW JNHHMEN). B TakoMm ciiydae peKOMEHI0BaHO
IPOBE/ICHUE MOJEKYISIPHO-TEHETUYECKOTO HCCIEIOBaHUS WM aHalu3a (epMeHTaTUBHOM

aktuBHOocTH MAT u SCOT.
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