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1A TUIIA, KAK OAUH U3 BAPUAHTOB MUTOXOHIPUAJIbBHBIX

JAUATHOCTUKA U TEPAITIEBTUYECKAS TAKTUKA
Tepemenko C.FO., CmonbHukoBa M.B., I'op6auyea H.H., lllyouna M.B.
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Hacnenyembie nedextsl 6eTa-0KCHIALMH )KHPHBIX KUCIOT BKIIIOYAIOT B ce0st IPYIIINy 10 MeHbIel mepe 12 3a-
GoreBaHHi, XapakTepusyromuecs: JeGUIUTOM OTACNBHBIX ()ePMEHTOB HIIN TPAHCIIOPTEPOB. BOIBIIMHCTBO U3 ATHX
3a00JIeBaHHI UMEIOT PA3JINYAIONINECs BO3pacT Hauala H KIMHIYIECKON TsoKkecTd. CHMIITOMATHKA Yallle BCeTO SBIIS-
eTCsI AMU30ANYCCKOIT 1 POSIBISETCS HA (hOHE BUPYCHBIX HHPEKINH, (PU3MOIOTHIECKOTO CTPecca WIIH MPOIOHTUPO-
BaHHOW (hM3HYECKOI HAarpy3Kku. B 3aBHCHMOCTH OT XapakTepa reHeTHYECKOro Ae(eKTa MalieHThl Pa3BHBAIOT THIIO-
KETOHEMHYECKYIO THIIOITHKEMHIO, KAPANOMHOIIATHIO, PA0IOMHOIIN3, HAPYIICHHE (hyHKIIHH ICICHH WM BHE3AIHYO
cMepThb. JlMarHo3 OCHOBBIBACTCS Ha OLEHKE CHEU(pUUCCKHX OMOXMMHYECKUX MapKepoB (ALETHIKAPHUTUHOBBIN
npo¢uib nepudepuaeckoil kpor). IIpeBeHTHBHBIC MepONpUTHS P(GEKTUBHO NPEIYNPENKIAIOT THKETbIC KITHHH-
YECKHE IIPOSIBIICHHS, BKIIIOUAs! BHE3AIHYIO CMEPTb.

KJaccH(PUKALNS, KADHUTHH NAJIbMHTOMITPaHCcepa3bl JeGHIUT, TMATHO3, TeYeHHe

INHERITED DEFICIENCY OF CARNITINE PALMITOYLTRANSFERASE 1A,
AS ONE OF THE VARIANTS OF MITOCHONDRIAL FATTY-ACID OXIDATION

DISORDERS WITH IMPAIRED FATTY ACIDS BETA OXIDATION:
DIAGNOSIS AND THERAPEUTIC TACTICS

Tereshchenko S.Y., Smolnikova M.V., Gorbacheva N.N., Shubina M.V.

Federal State Budgetary Scientific Institution «Scientific Research Institute
of medical problems of the North», Krasnoyarsk, e-mail: child@impn.ru

Inherited defects in mitochondrial fatty-acid beta-oxidation comprise a group of at least 12 diseases
characterized by distinct enzyme or transporter deficiencies. Most of these diseases have a variable age of onset and
clinical severity. Symptoms are often episodic and associated with mild viral illness, physiologic stress, or prolonged
exercise that overwhelms the ability of mitochondria to oxidize fatty acids. Depending on the specific genetic defect,
patients develop fasting hypoketotic hypoglycemia, cardiomyopathy, rhabdomyolysis, liver dysfunction, or sudden
death. The diagnosis is based on finding an accumulation of specific biochemical markers such as acylcarnitine
metabolites in blood. Therapeutic approaches are generally effective in preventing severe symptomatic episodes,

BOJIE3HEHN C HAPYIIEHUEM BETA-OKUCJIEHUA )KUPHBIX KUCJIOT:

KuioueBble ciioBa: IrpyaHbIe 1€TH, HOBOPOKACHHbIE, )KUPHbIE KﬂcJ’IOTLl/MeTaﬁOJ’Il/BM, MUTOXOH/IPHAJBbHbIE oos1e3HH/

including sudden death.

Keywords: infants, newborns, fatty acids/metabolism, mitochondrial diseases/classification, carnitine
palmitoyltransferase deficiency, diagnosis, treatment

Hacaenyemblii  ne@uuuT KAPHHUTHH
NAJBMUTOMJITPaHC(epa3bl BXOJUT B IPYIITY
MHTOXOHIPHAIBHBIX 00JIe3HEH ¢ HapyIICHUEM
OeTa-OKHCIEHHs KUPHBIX KHCIOT. Bpoxnén-
HbIe JIC(PEKThl OKCHJIALMU JKUPHBIX KHCIIOT,
OCOOCHHO WMHTEHCUBHO H3yYalolIUecs B I10-
caegane 10—15 €T, HaCUMTHIBAIOT, IO MEHb-
et mepe, 12 3a0oneBaHMii, COIIIACHO KOJTUYe-
CTBY (PEpMEHTOB, YUYACTBYIOIIHMX B IIPOIECCE
OKHCIICHHS. YKa3aHHbIC METa0OIMYECKHE Jie-
(beKThI MOT'YT UMETh CEPhE3HBIC KIIMHUYCCKHUEC
MOCJIEICTBUSI B BUJC TUIOTTTMKEMUYECKUX CY-
JIOPOT, TIOBPEXKICHUS MBIIII, META00THYECKO-
ro alKI03a U nopaxkeHus neyeHu. Cuuraercs,
YTO TaKWe KIMHWYECKUE COCTOSTHHS, KaK pad-
JIOMUOJIU3 Tociie (DU3MYCCKON HArpy3KH, He-
SICHasl TICUCHOYHAs dHIIC(aIoNaTusl U TUIoKe-
TOHEMHUYECKAsl TUMOTIIUKEMUS C CYIOPOKHBIM
CHUHIPOMOM B PaHHEM MJIAJICHYECKOM BO3pac-
Te, B OOJIBIIMHCTBE CIy4YaeB acCOIUHUPOBAHBI
C BPOXKACHHBIMA Je(DeKTaMH MUTOXOHIPH-

AJIIbHOTO OKHCJICHHS JKUPHBIX KHCIOT. Kpome
TOT0, U3BECTHO, YTO YaCTh CJIy4yaeB CHHIPOMA
BHE3aIlHOM CMepTH MJIaJeHYECKOIO BO3pacTa
accoLMMpPOBaHa C HAJIMYMEM MyTalluil, Xapakx-
TEPHBIX I MUTOXOHPUAIBHBIX OOIe3HEH.

3HaYUTENbHBIN nporpecc B U3y4e-
HUW yKa3aHHBIX 3a0oneBaHuit ObLT  JI0O-
CTUTHYT B TIOCTIEHEE JECATHIIETHE, YTO

CBSI3aHO C aKTUBHBIM BHEJPCHHEM HEOHATAIb-
HOTO CKPHUHUHTA C HCIOJIh30BAaHUEM TaHJIEM-
HOM Macc-CIEeKTPOMETPUM U F€HETHYECKOTO
TECTUPOBAHMUS.

Onuaemuojiorusa. B meaom, kaxkmas u3
MUTOXOHIPHAIBHEIX 0O0Je3HeH C HapyIIeHU-
eM OeTa-OKUCJICHUS JKUPHBIX KHCJIOT BCTpeE-
Y4aeTcsl PelKO, OAHAKO BCS TPYINa 3aHUMACT
3HAYUTENBHYIO JOII0 CPElU HACICAYEMBIX Jie-
(hexroB Merabonm3ma. Hanpumep, pe3ynbrarst
KpyIMHOMAcITaOHOTO HCCIIEOBAaHUS, IPOBE-
nenHoro B BemukoOputanuu B 1998-2003 rr,
MOKa3ald CICAYIONIYI0 PacIpoCTPaHEHHOCTh

MEXTYHAPOJIHBIN KYPHAJI TIPUKJIA THBIX
1 ®YHIAMEHTAJIBHBIX NCCJIEJOBAHUI Nell, 2014
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U CTPYKTYpPY HacleayeMbIX ae(eKkToB MeTabo-
nu3ma [10]:

e MuToxoHApUaNbHbIE 00Je3HU (B TOM
yucie, 00Je3HN HapyUIeHHs OeTa-OKMCIEHUS
KUpHBIX KuciaoT) — 20.3 ma 100 000;

e Jln3ocomarnbHbIe 00JIe3HN HAKOTUIEHUS —
19.3 na 100 000;

e HapymieHuss oOMeHa aMHHOKHUCIIOT (HC-
kiodas (peHmketonyputo) — 18.7 ma 100 000;

o Opranuyeckue aupaemun — 12.6 va 100 000;

o Oenmnketonypus — 8.1 ma 100 000;

e [Iepokcucomusie 6ome3un — 7.4 Ha 100 000;

e bose3nn HakorieHus TIUKoreHa — 6.8
Ha 100 000;

e bone3Hn HapylIeHUs IUKJIa MOYEBH-
Hbl — 4.5 Ha 100 000.

MuToxoHapUabHOe  0eTa-OKUCJIeHHe
JKUPHBIX KHCJOT 00CCIeUMBACT YIIIEPOIHbI-
MU cyOcTparamMH Npolecc IIIOKOHeoreHe3a
1 SHEpreTUYecKre noTpedHOCTH B a3y rojo-
JaHWsl opraHu3Mma. B medeHu mporecc Oera-
OKHCIIEHUS TeHepupyeT aneTmi-KoA (KodH3uM
A), 9TO TOAIEep)KUBACT TIIIOKOHEOTEHE3 U Ke-
ToreHe3 (oOpa3oBaHue OeTa-TUAPOKCHOYTHpPA-
Ta W areroanerara). B mMpimiax Gera-okucie-
HUE KPUTHUICCKH HEOOXOAMMO ISl BOBIICUCHUS
anetnn-KoA B mukn Kpebca u obecrieueHue
JHEPreTUYeCKUX TOTPeOHOCTEeH, HO B MBI-
[IeYHOW TKaHW KETOHOBBIE TeJa MOYTH He 00-
pasytorca. TkaHu TOJIOBHOTO Mo3ra KpalHe
HYXJIAIOTCSI B O€Ta-OKUCICHUH IJisi DHEPro-
MPOAYKIUHU, OJHOBPEMEHHO YTWIM3UPYS IS
ATUX K€ Ielel KETOHBI, CHHTE3UPOBAaHHbBIC
B redyeHu. Ecnmu mpu rojomaHuu TieueHb He
CHUHTE3UPYyET KETOHOBBIE TeJla B HY)KHOM KOJTH-
YecTBE, TOJIOBHOM MO3T HCTBITHIBAET METabo-
JMYECKUI MIOK, KIMHUYECKH MPOSABIISIONIUICS
HapyIICHUEM CO3HAHUS U CyIOPOTaMH.

Kupnpie xucnorsr (KK) c pasnuanoit
JUTMHOW YTJIepOJHON 1enu (KOpPOTKO-, Cpel-
He- W JJTUHHOIETIOYEYHBIE) SBISAIOTCS KOMIIO-
HEHTaMH TPUTIUIECPUIOB | HOCHOTHUITUIOB.
OCHOBHBIM HCTOYHUKOM YKHPHBIX KHUCJIOT BO
BpeMsl TOJIOJAHUS SIBISIOTCS TPUIIUIICPUIBI
JKUPOBOW TKaHHW, KOTOPBIE PACHICTIISIOTCS
O] BJIMSTHMEM JHMa3 (MHTHOUPYIOTCS WHCY-
JMHOM), Jlajiee KUPHBIE KHACIOTHI MOCTYMAIOT
B [ICUCHb W aKTHBUPYIOTCS MYyTEM IPUCOCIHU-
HeHus: anetwi-KoA wu popMupoBaHHS KOM-
wiekca auetnia-KoA-XKK (mpouecc srepudu-
Kalluu, CIIEIUPUICSCKUIA U KaXI0H KUPHOH
kucioTel). Komrmureke aretmin-KoA-XKK dop-
MHUpPYETCS B IUTOTIIa3Me TeMaTOIUTOB, HO IS
MPOHUKHOBEHUST B MUTOXOHJIPUH JUTHHHOIIC-
noueyHslx KK HeoOXomuM OTAEIbHBIA Me-
Ta0OJIMYECKUN TYTh C y4acTHEM KapHUTHHA
1 cnenuuueckux GepMeHTOB.

Merabouyecknii  myTh € Y4acTH-
€M KapHUTHH NaJbMHUTOWJITpaHcdepasbl
(CPT). Bo Bpems (ha3bl HACHIIIEHNST OpTaHU3-
Ma (epmeHT aretni-KoA kapOokcuiasa akTu-

BEH U KOHBEpTHpYeT aleTmi-KoA (kosH3um A)
B MaIoHWI-KOA, KOTOpBI UHTHOUPYET aKTUB-
HocTh CPT 1 tuna. Bo Bpemst ¢a3el rojonanus
TUTIOKaroH JieakTUBUpYeT areTnia-KoA kapOok-
cunasy mytém dochopmmpoBanus. KoHieH-
Tpauusi mManoHwi-KoA mnajgaer, 4ro akTHUBH-
pyer CPT1, koTopasi, HaXo[sCh HA BHEIIHEH
CTOpOHE MeMOpaH MUTOXOHIPUH, 3aMEHSET
Moniekynbl KoOA Ha KapHUTHH B IIUTOTLIA3Ma-
TUYECKUX AJTUHHOIENOYEeYHBIX JKUPHBIX KHC-
morax (XKK). Kommieke kapantun-JKK me-
peMeIIaeTcs Ha BHYTPEHHIOK 4acTh MeMOpaH
MuToxXoHIpuii, rae nocpenctsom CPT 2 tuna
MIPOUCXOAUT OOpaTHAsi 3aMEHA KapHUTHHA Ha
anetuia-KoA u xommmrekc anetwmi-KoA-J[JKK
MOCTyMaeT BO BHYTPEHHHE KOMIApTaMEHTHI
MUTOXOHJPHUN U y4acTusi B mporecce Oera-
OKCHUIAIINH KUPHBIX KUCIIOT. [Ipormecc mepeHo-
ca anuHHOoUenodeunbix JKK uepes memOpany
MUTOXOHJIPUH C y4yaCTHEM KapHHTHHA U CO-
OTBETCTBYIONUX (DEPMEHTOB HOCHUT YCIOBHOE
Ha3BaHUE «KAPHUTHHOBBIA MATTia» (puc. 1).

B omnmume OT NIMHHOIETIOYEYHBIX KUP-
HbIX kucaoT (C16-18), kopoTKo- u cpenHere-
MOYCYHBIC JKUPHBIC KUCIOTHI HE HYXKIAIOTCS
B «KAPHUTHMHOBOM IIATTIIC» U CIIOCOOHBI Mpsi-
MO TIPOHHKATh Yepe3 MHUTOXOHJIPHAIHHYIO
MeMOpaHy. OTa UX CIIOCOOHOCTh HCIOJIB3yeT-
CSl B TEPAIEBTHUECKUX IENX MTyTeM IHeTHYe-
CKOTO 3aMEIICHUS MPH COCTOSIHUSIX, KOTOPHIC
CBSI3aHBI C TEM WJIM UHBIM HapyIICHUEM «Kap-
HUTHHOBOTO IIATTIIA» (CUCTEMHBIH Je(UIUT
kapautuHa, nedpuut CPT 1 v 2 TunoB u T.1.).

Hedurur ametnn-KoA  germaporena-
36l CpelHeleNnoYeYHbIX JKUPHBIX KHCIOT
(medium-chain acyl-CoA dehydrogenase,
MCAD nedunur) cyuTaeTcsi CaMbIM 4aCcThIM
W U3y4eHHbIM jedekrom okcunpanuu KK
(gactora coctaBiser 1:4000-1:10000 HOBO-
POKIEHHBIX B ceBEepHON EBporme). DkcmepTh
MMOCTABHJIM OTOT METa0ONIMYEeCKHA AeheKT
Ha TMEepPBOC MECTO B OYCHBH IITUPOKOM CITHCKE
MPETEHJEHTOB MJis CO3JaHUs TPOrpaMMBbI
HEOHATAJILHOTO CKpUHHMHra MeTaboynye-
ckux Oonesneit B EBpore [9]. Knmanueckue
MIPOSIBIIEHUST BKJIIOYAIOT B Ce€0Sl THIIOKETOHE-
MHUYECKYIO0 THIOTIIMKEMUIO Ha (poHe Karabo-
JUYECKOro cTpecca (rojojaHue, WHpexus,
pBOTa, AMapes, JUXOPajKa), MOTYT OBITh Cy-
JIOPOTH Y KOMa. Y BBDKHBIIUX TIOCIIE KOMBI
MAIMEHTOB OTMEYAeTCs] YMEpPEHHBIH TCHUXO-
HEBPOJOTUYECKHUH JePUIUT, TeITaTOMEeTaHs.
Menuana Bo3pacTta MEpPBBIX MPOABIECHUM —
1,5 rona (BapbupyeT OT HOBOPOXIEHHBIX 0
MOAPOCTKOBOTO Bo3pacTa). Cyuraercs, 4To
C BO3pacToM MeTa0OJIMYECKHE KPU3bI CTAHO-
BATCS PEKE W UCYE3aI0T Y MHOTUX BBDKHB-
UX nanMeHToB mocie 5 jeT. OaHako Mnpu
OTCYTCTBUU JUETHIECKONH KOPPEKIINHU, TIOBTO-
pAIOIIHECS TUMOTIUKEMUYCCKIUE KPU3BI MO-
T'yT MPUBOJUTH K 33JICPIKKE ICUXOMOTOPHOTO

INTERNATIONAL JOURNAL OF APPLIED
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pa3BHUTHUSI M TPYOHOCTSIMU B 00yueHHH. B TO
e BpeMs, HEJaBHO OIYyOJMKOBaHHbBIC JaH-
HbIE HEOHATAIbHOTO CKPUHUHTA MIOKA3BIBAIOT,

4YTO MHOTHE CjIy4au NPOTEKAOT aCUMIITOMHO,
X0TAa Yy HOCHTEJICH I[C(i)CKTa CMCPTHOCTHB IIpC-
BBIIIACT IMOIMYIALIMOHHYIO B 5 pas.

S.A Collins et al. / Molecular Genetics and Metabolism 101 (2010) 200-204

9'“?” fasted state
B
acetyf-CoA AMPK
long chain fatty
acids (LCFA) o
malonyl-CoA state
cytosol acyl-CoA carnitine

acyl-carnitine

mitochondrial matrix

CoA

acyl-CoA + carnitine
-
-
+
fatty acid oxidation

Memabonuueckuii nymo ¢ yuacmuem kapHumur naiemumounmparncgepasei (CPT)

Hedexrtsr OeTa-oknuciIeHUS NJIMHHOLENO-
YeYHBIX JKUPHBIX KHCIOT MOXKHO Pa3IeINTh
Ha 4 TpyYIIbI, UMEIOIIHE Pa3IHYaroNnecs K-
HUYECKUE MPOSIBICHUSI U TOIXOBI K TEPAIHH:

1. lepekT KapHUTHHOBOTO TpPacHopTepa,
BEAYIIMH K MePUINTY KapHUTHHA — JeQUIUT
OCTN2 (organic cation carnitine transporter 2).

2. Jle(peKThI BBIICOITMCAHHOTO «KAPHUTHHO-
Boro miarmiay — aepunutel CPT1 u CPT2 (car-
nitine palmitoyl-CoA transferase 1 and 2), nedu-
uut CACT (carnitine acylcarnitine translocase).

3. JlehexTsl HEMOCPEACTBEHHO Hpolecca
oera-oxcumarmu — aepunutr VLCAD (very-
long-chain acyl-CoA dehydrogenase), nedu-
uutr LCHAD (long-chain 3-hydroxyacyl-CoA
dehydrogenase), nepummur mTFP (mitochon-
drial trifunctional protein), ne¢uunut LKAT
(long-chain 3-ketoacyl-CoA thiolase), nedu-
T ACAD?9 (acyl-CoA dehydrogenase 9).

4. MHO)KECTBEHHBI ~ e(DUIIUT — ameTuI-
KoA nerunporenas — MAD (multiple acyl-CoA

dehydrogenase)  medumuT.MuTOXOHIpPHAIE-
HbIC 0OJIE3HH ¢ HApYIICHUEM OeTa-OKUCICHIS
JKUPHBIX KUCJIOT B 60JIBIHI/IHCTBC ClIy4yacB uMe-
IOT ayTOCOMHO-PELIECCUBHBIA XapakTep Ha-
CIICZIOBAHUS, KIMHUYECKUE MPOSIBICHUS Yalle
BCEr0 MHTEPMUTTHUPYIOIINE U BBIBISIOTCS
B [1EPUO/IbI MOBBIIIEHHONW SHEPIeTUYECKOM MO-
TpebHOCTH. KpH3sl MOTYT OBITH CBS3aHBI C TO-
JIOIaHUeM, cTpeccoM (Hanmpumep, HHPEKIen)
Y UHTCHCUBHOW (hu3nyeckor Harpy3koid. Jlis
OOJIBIIMHCTBA yKa3aHHBIX METAa00IUYECKUX
JIe(eKTOB ONUCAHbI OJJHA MM HECKOJBKO Kay-
3aJIbHBIX MyTalni, (HQOPMHUPYIOIIHE pa3IHdaro-
IIMeCs 0 CTENEeHH BBIPAKEHHOCTH KIIMHHYE-
CKHUX TIPOSIBJICHUH (DEHOTHITBI.

N. Gregersen ¢ COaBT. [6] IPEIIOKIIN BbI-
JeNSTh TPU KIMHUYECKUX (PEHOTHIIA HACTIEY-
eMOoro Je(pUInTa OKUCICHUS JUIMHHOLETIOuey-
HBIX )KHPHBIX KHCIIOT:

1. PanHss, 4WacTo HeoHarainbHas, MaHU-
(beCTaIlI/IH C TSDKEJIBbIM TedeHueM. DeHOTHIT

MEXIYHAPOIHBIN )KYPHAJ TTPUKJIAIHBIX
1 ®VHJAMEHTAJIBHBIX UICCJIEJOBAHUI Nell, 2014
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XapaKTepHU3yeTcsl HATMINEeM KapANOMHUOIIATHI
(MOXeT OBITH € MEPUKAPANUTOM), IEUECHOYHOM
sHNedanonarnd (OMU3KOW 1O KIWHUKO-JIa-
OOpaTOpHBIM TIPOSIBIICHUSIM K CHHIpOMY Pest)
WM TSDKEJIOW TMIIOKETOHEMUYECKOW TUIIONIN-
KeMHH (MOTYT OBITh CYJIOPOTH U KOMa). Takke
BO3MOKHO U Pa3IMYHOE COUETaHNE YKa3aHHBIX
cuHIpoMOB. O01Ias neTanbHOCTh 0€3 JIeueHHs
cocrasisaeT 40-80%, cMepTe MOXKET HacTy-
IIUTh B TIEPBBIE JHU XU3HHU, XOTS BHYTPHY-
TPOOHBIE TPOSBICHHS Yallle BCETO OTCYTCTBY-
10T. KapamomuonaTtus TONHOCTBIO oOparuma
[P BOCIOJHEHUH dHEproepUINTa JHUeTHYe-
CKUM J00aBJICHHEM CpEIHELENOYCUHBIX KHUP-
HBIX KHCIIOT. [ WITOTIIMKEMHUSI TaKKe MOXKET
OBITH TIpeqyNpexeHa O0oee YacThIMU KOpM-
JCHUSIMA ¥ KOHTPOJIEM M30BITOYHOTO Karabo-
nu3Ma (o0aBlIeHre B MUY JIETKOYCBOSEMBIX
YIJIEBOIOB, HAIIPUMEp, TEPMHUUECKH HE 00pa-
0OTaHHOIO KyKypYy3HOIO Kpaxmajia BO BpeMs
WHPEKIUH U APYruX HHTEPKYPPEHTHBIX 3a-
OoneBaHuii; B Ooyiee cTapiieM BO3pacTe — M3-
OcraHre TOJIOMAHUS, YITOTPEOICHUS aTKOTOJIS
(0cOOEHHO «HA TOJIOIHBIN JKEITYIO0K), PE3KOTO
JMET-0NOCPEOBAHHOTO TOXynaHus, mpodec-
CHOHAJIBHBIX 3aHATHH CIOPTOM M OCOOBIX MPO-
TOKOIIOB BesieHUs OepeMeHHOoCTH [11]).

2. Manudecrarus B IEpBbIC TOABI JKU3HU
C OTHOCHTENIBHO HETSHKEIBIM TeueHneMm. B oc-
HOBHOM TIPOSIBIISIETCSI THITOKETOHEMHYECKOM
THIOTIIUKEMUN TPU  CTPECCOBBIX YCIIOBHAX
(rononanue, uHQEKIMH) U renaToMeraiuei
BCJIEJICTBHE Temarocrearo3a. KimHuveckue
nposiBjieHuss BechMa mnoxoxu Ha MCAD ne-
¢umut (cMm. Beime). Ilpu cooTBeTCTBYIOMIEM
JICYCHUU TPOTHO3 ONArONpHUSITHBIA C ITOTHON

peBepcueil creato3a. Tepanus Takas Ke, Kak
Y TIpu 1IepBOM (peHoTHIIe.

3. lo3musis  maHudecTanmus  (MOAPOCT-
KM, B3pOCIbIC) C IpeodIagaHueM MBIIIeY-
HBIX CHMIITOMOB. XapaKTepU3yeTcs 3IH30/a-
MM MBIIIEYHOU ciabocTu, O0jied B MBIIIIAX
u pabgomuonu3a rmocne (u3MUeckod  Ha-
rpy3ku. XapakTepHa OcCTpas WIH IepPCHCTH-
pytomas runepdepmenTemMus (yBeTUYCHUE
KOHIICHTpAMA KpeaTHHPOCOPKHUHA3HI, aMHU-
HOoTpaHc(depasz). AHAMHE3 WHOTJA yKa3bIBaeT
Ha HaJlWM4ue NpU3HaKoB | wiu 2 GEeHOTHIIOB
B panHeM jercTBe. COOTBETCTBYIOILIUE IPO-
TEKTUBHBIC MEPhI (JIETKOYCBOSIEMbBIC YIJICBOJIBI
nepe]] IpeArnoiaraeMoi Harpy3Koi, 3ampeT Ha
3aHATHS TPO(HECCHOHATBLHBIM CIIOPTOM) TIO-
3BOJISIIOT M30€KaTh MOTEHIHAIBHO (aTaibHO-
ro pabjoMuonm3a.

Accouupanusi KIMHHYECKHUX MPOSBICHUN
¢ MeTabomu4ecKuM Jie(heKTOM MpPHU BPOXKJICH-
HBIX HApYIICHUSIX MUTOXOHIPHUATBHOTO OKHC-
JICHUSI JKUPHBIX KHUCJIOT ITOKa3aHa B TaOIuIIe.

[IpoBeneHHbIN B MOCJIEIHUE TOJbI HEOHA-
TaJbHBIA CKPUHUHT TI0Ka3aJl, YTO MHOTHUE JIETH
C HAJIMYMEM METa0O0IMUeCKOro Jie(heKTa OKuC-
JICHWsI JIJTMHHOICTIOYEYHBIX JKUPHBIX KHCIOT
(VLCAD — oxkazancsi camMbIM YacThIM BBISIB-
nseMBIM Ie()EKTOM W3 STOW TPYTIIBI, a TAK¥Ke
CPT1 u CPT2) ocratorcs 06€CCUMITOMHBIMH
Ha TIPOTSHKCHHM JUIMTEIIBHOTO IEpHOjaa Ha-
omonenust [12]. Hekoropeie VLCAD mno3u-
TUBHBIC TAIMEHThI CO BPEMEHEM pPa3BUBAIOT
CcUMNITOMBI Muomatuu. CduTaercs, 4To B OC-
HOBE OJarONPHUSATHOTO KIMHUYECKOTO TEUEHUS
MHUTOXOHJPHATFHBIX 0OJIe3HEH MOXKET JIeKaTh
OTHOCHUTEJILHO BBICOKAsi pe3yujiajibHasi aKTHB-
HOCTB 3aTPOHYTOrO JieekToM pepmenta [12].

Acconmanysi KITMHUYECKUX MPOSBICHUH ¢ METaOOIMUECKUM JIE(EKTOM IPH BPOXKICHHBIX
HapyIIEHUAX MUTOXOHIPUAILHOTO OKHCIEHUS )KUPHBIX KHUCIIOT)

['MrokeToHeMUYeCcKasi THIOTITMKEMHUS [TOCIIe
TOJIOJIAaHMSI/KaTaboIMIeCcKOro cTpecca

PCD = primary carnitine deficiency, CACT. CPT1, CPT2,
LCHAD, MCAD, SCAD, MTP, VLCAD, ACAD9

Pabnomuonus, mpleunas cnadocts, muanruu | CPT2, VLCAD, ACAD9, LCHAD, MTP

AFLP cunnpomsl)

Kapanomuonarus PCD, CACT, CPT2, VLCAD, ACADY9, MTP, LCKAT,
2.4-dienoyl-CoA reductase?

[epudepuueckas HeliponaTus LCHAD, MTP

lunornmikemust 6e3 rononanus (runepuncy- | HAD

JIMHU3M)

Ocnoxuenus 6epemennoctrt (HELLP win | LCHAD, MTP

[locnenHue naHHBIE MOKA3BIBAIOT, YTO 00-
CYXJIaeMbIe MHUTOXOH/IPUAIIbHbIC 00JIE3HU MO-
I'yT MaHU(ECTUPOBATh U BO B3POCIIOM BO3pac-
Te. Haunboree gacTbie POSIBICHUS BKJIIOYAIOT
B ce0s1: HEOOBICHUMYIO APYyTHUMH (DaKTopaMu
METa0OINIECKYI0 KOMY TTOCIIE TOJIONAHHS HITH
yIoTpeOIeH sl amKorosl (HEepeaKo 3aKaHInBa-
€TCsl JIETAIbHO), KApAHUOMHOIIATHIO C APUTMHU-

SIMH, TeTIaTOCTeaTO3, MHONATHIO (B TOM YHUCIIE,
npu MCAD), ocinoxHeHHOE TedeHue Oepe-
MeHHoCcTH [8]. B yacTHOCTH, ommcaHa CBS3b
ne(eKTOB OKHCICHUS KHUPHBIX KHUCIOT C (op-
mupoBaareM HELLP (hemolysis, elevated liv-
er enzymes, low platelet count) u AFLP (acute
fatty liver of pregnancy) cunapomoB y Gepe-
MeHHBIX [11].
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OO0t fuarmocTuyeckui moxxon. Kim-
HUIUCT JOJDKEH 3aro03pUTh OAWH U3 Bapu-
AHTOB MUTOXOHJIPHAJILHBIX OOJIe3HEH ¢ Ha-
pyuieHreM OeTa-OKUCIICHUS YKUPHBIX KHCIIOT
BO BCEX CIIyYasiX HAJIWYHUS THUTIOTIIUKEMHUH TO-
JomaHusA, pabJOMHONN3a, KapIHOMHOTIATHHI
¥ niedyeHoYHOH sHuedanonaruu. Juddepen-
LUaJIbHBIN TUarHo3 BKIOYAET B ceOs 0OJIbIIOe
KOJIMYECTBO BPOXKJICHHBIX METa0O0IHUYECKUX
pacCTpPOMCTB CO CXOAHOW KIMHUYECKOM CHM-
NITOMaTHKOW: OpraHWUYecKHe anuieMuH, 00-
JIE3HW HApyIICHHUS ITUKJIa MOYEBHHBI, OOJE3HN
HaKOTUICHHUS TJIMKOTEHA, MHUTOXOHIPHAILHBIC
MHUOIIATUU W KapJIMOMHUOIIATUU W PA3IUIHbBIC
BapHaHThI [IEYCHOYHOU dHIIe(anonaru [7].

OTAenbHO ClEayeT YMOMSHYTb MHTOXOH-
IpyajbHblE MHUOIMATHH ¥ KapJAHOMHOIATHH.
JlaHHyI0 TpymIy COCTaBISIOT CHHAPOMBI
Kepuca-Ceiipa, Jles, MELAS (mutoxoHmpu-
ajlbHass MUOIATHs, 3HIedanonarTus, JIaKrar-
anuo3, HHCYJIBTONOJNO0HBIE  MPUCTYIIBI),
MERRF  (MuTOXOHapuanbHasi — MHOMATHS,
sHIledanonarus, pa3opBaHHbIe KpacHble (u-
oputel), NARP (Helipomarus, atakcus, IHT-
MEHTHBIN PETHUHUT), JaKTaT-alli03 U IPYTHE
BHJIbI MUTOXOHIPHUAIBEHON MuonaTuu [1]. Otu
3a00JieBaHMsI OOBIYHO OTIMYAKOTCS TIKECTHIO
TedeHus, MaHu(decTanueil MpeuMyIeCTBEHHO
B JISTCKOM BO3pacTe, MHOTA B HEOHATAJIHLHOM
TIeproNie, XOTS M3BECTHBI HEKOTOpPBIE (POPMBI
TIaTOJIOTHH, TIPOSBIIIIOIITHECS y B3poCibiX. Oc-
HOBHBIC KIIMHUYECKUE CHMITOMBI BKIIIOYAIOT:
3aJIEPIKKY Pa3BHUTHUS, TUIIOTOHHIO, PE3KYHO MbI-
HIEYHYIO ¢1a00CTh, OECTIOKOMCTBO MITH COHJIU-
BOCTb, CYJIOPOTH, JIbIXaTeJIbHbIE PACCTPOHCTBA
(meiiponucTpecc-CHHAPOM), aTaKCHIO, Kapu-
OMHOIIATHIO, HAPYIICHUE CEPACYHOrO PUTMA,
HEPEIKO O(TAIbMOIUICIHIO, HUCTarM, arpo-
(U0 3pUTENHHBIX HEPBOB, NMUTMEHTHBIN pe-
TUHUT, UHOTIIA CHIDKEHHE ciyxa. O0mmm Jist
BCEX DTUX 3a00JIEBaHUI NPU3HAKOM SIBIISIETCS
BBIPA)XCHHBIN allMJ103, HAKOIJIEHUE MOJIOYHOMN
(JlakTaT) ¥ MUPOBUHOTPATHON KHCIOT (TIUpY-
BaT) B KpoBH U Moue [1].

B ocTpelif nepro MeTaboIMYeCKOro Kpu-
3a KJIIOYEBBIM (IIPOCTHIM M WH(POPMATUBHBIM)
71a0OPaTOPHBIM TPU3HAKOM MHTOXOHIPHAIIB-
HBIX Oone3Hell ¢ HapyIlIeHHEM OeTa-OKHCIe-
HUS JKUPHBIX KHUCJIOT SIBJISIETCSl BBISIBICHHC
TUNOKETOHYPHU Ha OCHOBAHUH OIPEIICICHUS
KOHIICHTPAIIUM KETOHOB B IEPBOW YTPEHHEH
MOpIMU MOYM Ha ()OHE YTPEHHEH THIOIIH-
KeMHUH (HaTOIIaK), a HHOTJAa M 0e3 CHUKCHHS
YPOBHS DJIIOKO3bl. B MEXNPUCTYNHBIA TEpH-
O]l YCTaHOBUTH MPABWIBHBIN TUATHO3 MOXKHO
C MOMOIIbI0 aHaNMM3a NPOPUIIS aleTHIIKAP-
HUTHHOB TUIa3Mbl KPOBH WJIM MOYH, YTO, KaK
MpaBUJIO, IPOBOAUTCS C MOMOLIBIO METOJa
TaHJEMHON MacC-CIIEKTPOMETPHUU. Y HEKOTO-
PBIX TIAIIMEHTOB M3MEHEHHWS alleTHIIKapHHUTH-
HOBOTO MPO(IIIT MOTYT OKazaThbCs CyOHOp-

MaJIbHBIMH W MaloWH(POPMATUBHBIMU. TakuM
JETSIM [TOKa3aHa OMOTICHS KOXKH C BBIACIICHUEM
KyJabTypel  (pUOpOOIACTOB W HEMOCPEICTBEH-
HOTO OIIpEIENIeHUs] aKTUBHOCTH (DEPMEHTOB
B KJIETKax (METOJ] CUMTACTCS MPHUOIIKEHHBIM
K «30JIOTOMY CTaHJapTy» TpH STOH TIpyIme
3aboneBanuii). Hakonen, ompenenéunyro mo-
MOIIb MOKET IPUHECTH TEHETUUECKUN aHaJIH3
Ha HAJIMYUE COOTBETCTBYIOLINX MYyTALUH, XOTS
HHPOPMATUBHOCTh METOZA MOXET OKa3aThCs
HEJI0OCTAaTOYHOM, IIOCKOJIbKY HE BCE Kay3allb-
HBIE MyTaI[UA MOT'YT OBITH H3BECTHBI K MOMEH-
Ty IIPOBEICHNS aHAJIN3A.

BHeznpennslii B mociegHue roibl BO MHO-
rux crpaHax CeBepHoW AMepHKH U 3amagHoOi
EBponbl HeOHaTaNnbHBIA CKPUHUHI CyXUX IIsI-
TeH kpoBu («dried blood spot») ¢ momormibio
METO/la  TaHJIEMHOW Macc-CIeKTPOMETPHUH
MO3BOJISIET CBOEBPEMEHHO JMAarHOCTHPOBAThH
MHOTHE BpOXIEHHbIC HapyILICHUs MeTado-
JM3Ma, BKIIOYAsl HapyLIeHUs] OeTa-OKUCICHUS
KUPHBIX KHUCIOT. B ciydae mmarHoctuposa-
HUs 3a0oieBaHmsl y mpoOaHAa COOTBETCTBY-
oniee o0creoBaHNe (aleTHIIKapHUTHHOBBIH
npoQuiIb U TEHETHYECKUH aHAIN3 HA HaJTMUue
BO3MOKHBIX MyTallUi) MOKa3aHo AJIsl ero Onu3-
KX POJICTBEHHUKOB. BO3MOXHO mpoBeneHHe
HpEHaTaJIbHOW JUArHOCTHKH Ul MakCHMallb-
HO PaHHEro IPOBEIEHMs INPEBEHTHBHOM Te-
panvu WM pelieHus: BOIpoca O MpepbIBaHUN
O0epemeHHOCTH. [Ipy 9TOM KIMHUIUCTY HYKHO
IIOMHHUTB O BO3MOKHOCTH JIO)KHO-HETaTUBHOTO
pe3yabraTa MeTaboINUecKoro CKpUHUHTa HO-
BOPOKJICHHBIX U BEPOSITHOCTH CIIOPAIUUECKUX
CllyyaeB MyTallUM IIPU aHAJIM3€ I'eHeaJoruye-
CKOTO aHaMHe3a.

HacJienyemblii feUIUT KAPHUTHH NAJIb-
mutomaTpancepassl 1A Tuma (Carnitine
Palmitoyltransferase 1A Deficiency, CPT 1A).
Kax yka3bIBajioch BbIIIE BBIIEISAIOT KapHUTHH
nasMUTORNTpancdepasy 1 Tuma (JTokaim3oBaHa
Ha BHEIIHeW MeMOpaHe MUTOXOHJIpUH) U 2 THUIIa
(JIoxanM3oBaHa Ha BHYTpPEHHEH MeMOpaHe MH-
Toxonapun). O6a hepmMeHTa YUaCTBYIOT B «Kap-
HUTMHOBOM LIATTIE» (PUCYHOK), OMHAKO HX
BPOXIICHHbIA AeULIMT UMEET pa3IniHble KIIH-
HHUYECKHe NposBieHus. Ecim negunur kapHuTHH
naJbMUTOMATPpaHCcGepa3bl | Tuma yaie BCero
KJIMHUYECKH TIPOSIBISIETCS] B BUJIE THIIOKETOHE-
MHYECKOM TMIONIMKEMHH B IPYIHOM BO3pacTe,
TO JAeQUIUT KapHUTHH NAJIBMUTOMITPaHC)e-
pa3bl 2 Tuma Haubonee YacTo MpOSBILIETCS
pabIOMHUONIM30M B IIOAPOCTKOBOM M B3POCIIOM
BO3pacTe (XOTS BO3MOKHBI U «MH(DAHTHIBHBIH
BapHaHT» ONM3KWI MO KIMHUYECKHM MpOsiBIIe-
HUAM K geduuuty QepMmeHTa 1 THma, a Taxke
«HEOHATAJIbHBI BAPUAHT» C KapIHOMHOIATHEH,
renaroMerainuel, TUCMOpGUUIHBIMUA PU3HAKA-
MH, 9acTO (paTaTbHBIN).

B opranm3me uenoBeka wHMeeTcs TpHU
(OpMBI KapHUTHH NaJbMHTOMITPAaHC(hEpasbl

MEXTYHAPOJIHBIN KYPHAJI TIPUKJIA THBIX
1 ®YHIAMEHTAJIBHBIX NCCJIEJOBAHUI Nell, 2014
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1 Tuma: A — medeHodHas (HeOOJbBIIOE KOJIH-
YECTBO TAKXKE BBISBISICTCS B IOYKaX, JICH-
xornurax, (puOpobracTax, TOJIOBHOM MO3Te),
B — wmpImeynas (Takke COmEPKHUTCS B Oeioi
KupoBoi TkaHW) U C — JTOKaJIM30BaHHAS B TO-
JIOBHOM MO3T€ M SIUYKax. Y UelloBeKa OMHCaH
TOJIBKO BPOXKACHHBIN Aepuuut popmsel 1 A (tie-
4EHOYHOU U30(OpMBI).

Jedunur kKapHUTHH TAIBMHTOWITPAHC-
(dhepa3er 1A THma memaeT HEBO3MOXKHBIM HC-
MOJIb30BaHNE JUTMHHOIETIOYEYHBIX JKUPHBIX
KHCJIOT B KaY€CTBE MUCTOUHUKA SHEPTUHU (CM.
Bbiie). [lepBble CHMNITOMBI TOSIBIISFOTCS
B MHTEPBaJe OT IEPHUO/a HOBOPOKIEHHOCTH
no 18 mecsmeB xuznu. [IpoBonupyromumu
(hakTOpamu ABJISAIOTCS TOJOTAHUE, INXOPAJIKA,
pBOTa, muapesi, IeruapaTamnus, 9ro, KaK mpa-
BUJIO, acconuupoBaHo c uHpeknuend. Kiu-
HUYECKH Yy peOeHKa HaOMomaeTcs JeTaprus
U CYJIOpOTH, KOTOpPbIE MOTYT IPOrPeccUupo-
BaTh, MPUBO/ISL K KOME U JIETATHHOMY HCXOJY.
MoryT NOsSBUTCS HapyIICHHS JIBIXaTeIEHOTO
LMKJIa BIJIOTH A0 amHod. YacTo oTMedaeTcs
rermaTomMeranus. XapakTepHbIMH Jlaboparop-
HBIMH HaXOJIKAMU SIBJISFOTCSI THIIOTTTHKEMHUS,
TUNIOKETOHEMUS, THIIEPAMMOHEMUS, YBEIU-
YeHUE TICUCHOYHBIX aMUHOTpaHc]epas u clia-
00 BBIpAXCHHBIM METaOOIMICCKUH arumo3.
BaxxHO OTMETHTD, YTO CHI)KEHHE KOHIICHTPA-
MU KETOHOB B MOYE MOKET MPEJIIICCTBOBATh
TUNIOTIMKeMHUH. YPOBEHb KapHUTHHA B IJ1a3-
M€ KPOBH YBEJIUYCH, TIPU ITOM KOHI[EHTPAIIHS
JIaKTaTa 0CTaeTCS HOPMAIbHON (OTIUYHTEINb-
HBIH Tpu3HaK s auddepeHInaTbHON aua-
THOCTHKH C IPYTUMH BPOXXICHHBIMH MHTO-
XOH/IPUAJILHBIMU OOJIC3HIIMH).

B menom, kimHHYECKas KapTHHA OCTPOTO
3MM30/1a HANOMHMHAET IIEYEHOUYHYIO SHueda-
moratuio Tipu cuHApome Pes. Ilepcuctupy-
folee TedeHne 3a00JeBaHUS MOXKET IIPOSB-
JATBCS TPYAHO TOJMAIONIUMCS KOPPEKIUU
PEIUANBUPYIOLIUM CYTOPOKHBIM CHHIPOMOM.
[Tocne TsXenbIX W MOBTOPHBIX SIMU30/I0B TH-
MOIIMKEMHUH U CYA0POT BO3MOXXHO (hOPMHPO-
BaHHUE 3a/IEPKKH TICHXOMOTOPHOTO Pa3BUTHSI.
Onmcana accoruanust AePUINTa KapHUTHH
magsMuTOMITpancdepasbl 1A Tuna ¢ CHHIPO-
MOM BHE3AITHOW CMEPTH B MJIaJICHYECKOM BO3-
pacre (sudden infant death syndrome, SIDS)
n HELLP cunapomom GepeMeHHBIX C BecbMa
CEPHE3HBIM IPOTHO30M.

Jlmarao3 MOXXHO YCTaHOBUTH MIPH aHAJIN3E
AIeTHIIKAPHUTUHOBOTO TPOQUIS, OCYIIECT-
BJICHHOM C IIOMOIIBI0 METO/Ia TaHJAEMHOM
Macc-criekrpomerpun (MS/MS). [lnst 3abome-
BaHUS XapaKTEPHO YBEIWYCHHE OTHOIICHUE
CO/(C16 + C18), tne CO — KOHIIEHTpAIHS
cBoOomHOorO KapuutmHa, a C16, C18 — KoH-
LEHTPAIUU COOTBETCTBYIOIINX JKUPHBIX KHC-
JOT. YKa3aHHbIE W3MEHEHHS MOXHO 3ape-
TUCTPHUPOBATh YXKE IMPU POXKJICHUU (aHAIH3

«CYXHX TSTEH KPOBW»), XOTS MeTadosnue-
CKHH CTpecc BO BPEeMs POJIOB U TPaHCIUIALCH-
TapHBIA TPAHCIIOPT KAPHUTHHA MOTYT BIHATH
Ha pe3yJbTaT, B CBSI3W C YeM OIpeneieHue
YKa3aHHOTO OTHOIICHHS WHOTAA PEKOMEHY-
eTcs MPOBOJUTH (ITOBTOPSTH) mocie 14 cyTok
sku3HU [3]. [loaTBeprk 1aOIIUM TECTOM MOKET
ObITh orieHka aktuBHOCTH CPT1A B KynbType
¢ubpobmacToB Kok (OOBIYHO COCTaBIISIET
5-20% OT HOPMBEI).

B 2001 rony N.F. Brown c coaBTropamu
onucaiu KJIMHUYECKHMH Cllydail 4acTo penu-
JUBUPYIOIIUX SMHU30/0B MBIIIEYHBIX CIa3-
MOB, PBOTHI U [TIOTEPU CO3ZHAHUS Y MY>KUYUHBI,
MpUHAJJISKAIINM K OHOW M3 HAapOMHOCTEH
kopeHHoro HaceneHnusi Kpaiinero Cesepa [2].
Ananus ¢epMeHTHOTO TpOodWIs TMarueHTa
Mokaszaj KpaiHe HH3KYI0 aKTUBHOCTH Kap-
HUTUH NajdbMuTOMNTpaHcdepassl A THIA
B KyJIbType (uOpo01acTOB, a TeHETUYECKHUM
aHaliM3 IoKa3aj, YTO MY)XKYWHa OBLI TOMO-
3UTOTHBIM 10 MyTanuu c.1436C/T, xapakre-
pu3yronieics 3aMeHOM MpoJinHa Ha JICHUIUH
B mo3uruu 479 (P479L).

B 2008 rony Hamuuue Takoro ke Merabo-
JIMYECKOTO JIeeKTa, aCCOLMUPOBAHHOTO C MY-
tanueit P479L, 6buto onmcano C.R. Greenberg
CCOaBT. y 7 nered IBYX ceMeld KOPEHHOIO
HaceleHUsT (MHYHUTHI) Pa3IUIHBIX PETHOHOB
Cesepnoii Kananer [5]. DTumu ke aBropa-
MU ObUTH 00Cie10BaHbl 422 HOBOPOXKICHHBIX
B PETHOHE, T/ NpPOXKMBaja OfHA M3 CEeMEH.
Heoxwunanuo mist camux aBTOpoB 294 pebeH-
Ka okazanuchk romo3uroramu mo P479L, 103 —
TeTePO3UTOTaMU U TOJBKO 25 M3 00CIenoBaH-
HBIX OBUTM TOMO3UTOTaMH TI0 «HOPMAJIEHOMY,
JTUKOMY JUIsL APYTHX paHee 0O0CIIeIOBaHHBIX
nonynsauuii reny [5]. Ilpu stom y nopasis-
FOIIET0 OONBIIMHCTBA TOMO- W T€TE€PO3UTOT
KIIMHUYECKHE TPOSIBIICHUS, XapaKTepHbIE IS
kiaccnueckoro Bapuanta CPT-1A nedwunnra,
OTCYTCTBOBQJIM. ABTOPBI COYJIM 3TH HAXOAKH
«TapajiokcoM KOpPeHHbIX HapopHocTeil Cese-
pa», a 3TOT BapuaHT METadOIN4YeCKoro aedex-
Ta BIIOCJIEJCTBHHM HA3Balll «APKTHYECKHM
BapuantoM CPT-1A nedpunuray.

Hecmotpst Ha OTCyTCTBHE CUMIITOMOB
kiaccuueckoro CPT-1A y GonbuinHcTBa 00-
CJIeIOBAaHHBIX, MOCJEAyIollee HaOJIoAeHHEe
3a 9TUMH JETbMHU IO3BOJIUIO YCTAaHOBUTH,
9TO 7 rOMO3WTOT YMEpJH B paHHEM BO3-
pacte (7/294), a cpemu TETEPO3UTOT CMEPT-
HOCTh coctaBmia 3 u3 103. XapakrepHo, 4TO
B [IEJIOM CMEpPTHOCTH CpElId TPYIHBIX Jie-
Teld MHYUTOB B TPH pasa BhIIIE, YeM oOmias
cmeprHocTh nereid Kanmanpl. JlanpHeimme
MOMYJSAIIMOHHBIE HCCIENOBAaHUS TOKa3adu
BBICOKOBEPOSITHYI0 ~ TPHUYHMHHO-3HAYHMYFO
cBs3b MyTanuu P479L ¢ BBICOKMM pPHCKOM
MJIaJIeHYECKO CMEpPTHOCTH y JIeTel KopeH-
HOTO HaceleHHus] APKTHYECKHX PErHOHOB
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[4]. Takum oOpa3omM, XOTsi OOJBIIMHCTBO
cilydaeB «apkrudeckoro Bapuanta» CPT-1A
neduimTa TpoTeKaT 0ECCUMIITOMHO, Y He-
KOTOPOW YacTH JAeTeH TeHEeTHUEeCKUN TeheKT
MOXXET IPUBOJIUTHh K METa0OJINIECKOMY KpH-
3y Ha (hoHe OaHaNbHBIX HHPEKINUN HIIH TOJIO-
JAHUsI, YTO CONPSIKEHO C BBICOKUM PHCKOM
JETaJIbHOI0 HUCXOJA.

TepaneBTnueckasi TakTuka. Becem nersim
¢ nmarnoctupoBaHHbiIM CPT1A  medummrom
JIOJKHBI  OBITh PEKOMEHIOBAaHBI TPOUIaK-
TUYECKHUE MEpOTPHATHS, HaIllpaBlICHHBbIC Ha
MpeaynpexaeHne MeTa0OIMYeCKUX KPH30B,
KOTOpBIE BKIIIOYAIOT B ceOsl:

1. UadopmupoBanue poautenei o Ha-
JUYUU TEHETUYECKOro jaedeKTa, BO3MOXK-
HBIX €ro TPOSBICHUSAX W HEOOXOIUMOCTH
cobmrofieHus1 pexuMa nuTaHus. Ponurensam
peOeHKa PEeKOMEHAYETCS OCBEJIOMIISTh BCEX
MEIUIMHCKUX paOOTHUKOB, UMEIOMINX OTHO-
IIeHNEe K €r0 3I0POBBIO, O HAIMYWU 3a00Je-
BaHUS (OKeJaTeNbHO HAJTUIUE COCTABIEHHOTO
CTMIENMAIINCTOM MHUCHMEHHOTO YBEIOMIICHHUS
C MJIAHOM HEOTJIOKHBIX MepomnmpusaTuii). Pe-
KOMEHJIIYIOTCSl 4acTble MNpoQuIaKTHYECKHe
OCMOTpBI C 00513aTeIbHON OLICHKON (PYHKIIMH
nedeHu. [lpu BEIIBIEHWH TemaroMerajiuu
W/MIu  aMHHOTpaHCPEepa3eMUH TPOTCKTHB-
HbIE MEPOTPHUATHS TOJDKHBI ObITh MHTEHCH-
¢unmposansl. KpaiiHe xenarenbHO, YTOOBI
KaXJIBIH clly4ail MHTePKYPPEHTHOTO 3a00Jie-
BaHHUA (OCOOCHHO C HAMYHEM JHMXOPAAKH,
PBOTHI, JAWApew) COMPOBOXKIANICS TINATEIb-
HBIM Bpa4eOHBIM KOHTPOJIEM C OTpeeIeHHU-
€M YPOBHS TJIIOKO3bI U KeTOHOB. [lpu Hamm-
YUW KIMHUYECKUX TPH3HAKOB (HAPYIICHHS
CO3HAHUS, CYAOPOTH) W/WIH TUIIOTIMKEMHUH
He00Xo1MMa HEMEJICHHAsl TOCTTUTaIn3aus,
BHYTPHUBEHHAs KOPPEKIHMS YpPOBHS TIIFOKO-
3Bl W THIATEIHHBI MOHUTOPUHT BUTAIBHBIX
(hbyHKIIHH.

2. Pomutenu omKHBI ObITH MH(DOPMUPO-
BaHbI 0 KITIMHUYECKHX MTPU3HAKAX MeTadomuye-
CKOT'0 KpH3a, KOTOPBIE TPEOYIOT HEMEIICHHOTO
oOpaIieHust K Bpady:

® 130BITOYHAST COHJIMBOCTE;

® 00mas c1aboCThb;

® BHE3aIlTHbIe U3MEHEHUS MTOBE/ICHUS;

® Pa3IPAKUTEIHLHOCTD, KPHK, IUIaY;

® CHIKCHUE/OTCYTCTBHUE ANIETUTA;

® HapyIIeHUs JbIXaHUs (arHo3), CyA0pO-
TH, TIOTEPsI CO3HAHMS (KOMa).

3. Pexomenayercs cnemyromas 4acToTa
KOpMJIEHUH peOeHKa:

® 10 3 MeCsLIEeB KU3HH — KaxKable 3—4 Jaca;

e 4-10 mecs1eB — May3a MeXay Kopmile-
HUSM B YacaX paBHA MECAIly KH3HH peOeHKa
(manmpumep, 4 mec. — 4 gaca, 5 Mec. — 5 4acoB
1 T.J.);

e 1024 mec. KHU3HU — HE peKe, YeM KakK-
npie 10 yacos;

® 110ciie 2 JIET )KU3HU — He pexe, UeM Kax-
npie 12 yacos.

Yka3aHHas 4acToTa MPUEMOB TTHIIU PEKO-
MEHIOBaHa ISl OTHOCUTEIIFHO 3/I0POBOTO pe-
OcHKa. Bo Bpemsi HHTepKYyppEeHTHBIX 3a0oire-
BaHUW (MH(EKIMU, XUPYPTHUECKUE OTIEpaIliy
U T.JI.) Tay3bl MEXIy KOPMJICHUSIMH HE JIOJIK-
HBI IPEBBIIATH 4—6 4acOB BO BCEX BO3PACTHBIX
rpynmax. [list BocnionHeHus sHeproaedunnTa
MOYKET HCTIONB30BaThCS PACTBOP TEPMUUECKHU
HEe0OpaOOTaHHOTO KyKypy3HOTO KpaxMmaja.

[NanenTam Tarxke peKoMeHAyeTcs: 00s3a-
TEJILHBIA TIPUEM MHUIIM TEepes CHOM U Mocie
npoOyxaenus. s Maaamux aered 3To Mo-
JKET OBITh KyKypYy3HBIH Kpaxmall, U CTapIInX
neTeit — OyTepOpoy.

1. s xnmaccuaeckoro Bapmanta CPTI1A
JeuInTa pEKOMEHYeTCs TUeTa ¢ YMEHbIICH-
HBIM KOJIMYECTBOM JKHPOB U YBEIUUEHHBIM
KOJIMYECTBOM YIIeBONOB. ISl «apKTHUECKOTO
Bapuanta» CPT1A neduunra, HanporTus, pe-
KOMEHYEeTCsl TUeTa C yBEITUYEHHBIM KOJIHMYe-
CTBOM KHPOB, ONTHUMAaJIBbHO — OOOTaIeHHas
omera-3 JKUPHBIMH KUCJIOTamu [3].

2. HexotopeiMu aBropamu [3] pexkomeH-
JyeTCsl WCIONb30BaHUE B MHTAHUU TPYAHBIX
JIETe  CpeTHEICTIOUYeYHbIX TPUTIHIICPHIOB
B BHJIE CIIEIIHABHBIX CMECeH:

e [lopraren (Mun JI>xoncon, CIIIA);

e Andape (Hectne, Hunepnansi);

o [lentu-FOuuop (Hytpuims, Hunepnanmsr),

o [Iperectumun (Mun xoncosn, CILIA);

e Xymana JIII+-CUT (Xymana, ['epmanus).

CrapmuM  JIeTsIM  PEKOMEHJIyeTCs  CO-
CTaBJICHWE [UET, C PacyeToM, YTOOBI HE Me-
Hee 1/3 oOmielt KaJIOpUHHOCTU COCTABIISIIU
CPEIHEENOYeYHbIE KHUPBI B BUJE CIIEIIUATBHO
o0orameHHbIX pacTUTEIbHBIX Macel. B To xe
BpeMsl, TIpU «apkTudeckoM Bapuante» CPT1A
nedumTa TPOTeKTHBHAS POJb CPEIHEIEIO-
YEeYHBIX JKUPOB HE ABISAETCS TOKa3aHHOW U He-
00XOJTMMOCTh TaKOW AMETUYECKON KOPPEKIIUU
OCIapuBaeTCsl HEKOTOPBIMH aBTOPAMHU.

[Tpu pasBuBLIEMCS] METAa0OIMUYECKOM KPH-
3¢ peOCHOK JOJDKEH OBITh TOCTHTAIU3NPOBAH
B OTICJICHUE WHTCHCHBHOW Tepammu. OOrmias
Tepamus — TOCHHApPOMHas. [ umormukemus
00s13aTeIbHO MOHUTOPUPYETCST 1 KOPPEKTHPY-
eTcsl BHYTPUBEHHbIM BBeieHueMm 5—10% pac-
TBOPOM JIEKCTPO3bI (ITI0K03b1). HexoToprlie aB-
TOpBI OTPABAAHHBIM CYHTAIOT UCIIOIB30BaHUE
JIedeOHBIX 103 KapHUTHHA U prOOoQIaBrHA.

B 3akmtouenue XxoTenoch ObI OTMETHUTD, YTO
TOJIBKO CBOEBPEMEHHOE BBISIBIICHUE U TPAMOT-
HOE BEJCHHE MAIMEHTOB C BPOXIEHHBIM JIe-
(UIIUTOM KapHUTHH MajbMHUTOMITpaHChepa-
3b1 1A THIA TIO3BOJISIET JJOOUTHCSI OTCYTCTBUS
WIH 3HAYUTEIHHOH MHHHMH3AIHNA KIUHUYe-
CKHX TIPOSIBIICHUH, 00ECTIIEYNTh MTOJHOIICHHOE
TICUXOMOTOPHOE pa3BUTHE, a, 3a4acTyl0, U CO-
XpaHUTh OOJILHOMY PEOCHKY JKU3HB.

MEXTYHAPOJIHBIN KYPHAJI TIPUKJIA THBIX
1 ®YHIAMEHTAJIBHBIX NCCJIEJOBAHUI Nell, 2014
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