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K CBEAEHUIO ABTOPOB!
[Ipu HampaBIeHUY CTAaTbH B PEAAKITHIO HEOOXOINMO COOITIOATh CISAYIONINE TIPABHIIA;

1. CraTps 1oyKHA OBITH MPECTABICHA B IBYX DK3EMILISIPAX, HA PYCCKOM MJIM aHTIIUHCKOM SI3bI-
Kax, HarleyaTaHHas yepe3 MoJITopa HHTepBaJjia Ha OHOIl CTOPOHE CTAHIAPTHOIO JIUCTA ¢ INMPHHOI
JIEBOTO NOJIsI B TPHM caHTHMeTpa. Mcnonb3yemblil KOMIIBIOTEPHBIH WPUQT U1 TEKCTa Ha PYCCKOM U
anruiickoM sizpikax - Times New Roman (Kupuaauima), Ui TekcTa Ha TPY3UHCKOM SI3BIKE CIIETyeT
ucnoip3oBath AcadNusx. Pasmep mpudra - 12. K pykornrcu, HaneyaraHHOW Ha KOMITBIOTEPE, JTOJDKEH
o51Th IprTO’keH CD co crarbeit.

2. Pa3mep craTbu 10TKEH OBITH HE MEHEE IECSTH 1 He OoJiee 1BaALaTH CTPaHUI] MAIIHOIINCH,
BKJIIOUAsl yKa3arellb JINTepaTypsl U Pe3loMe Ha aHIJIMIICKOM, PYCCKOM U IPY3HHCKOM SI3bIKaX.

3. B crarbe 10KHBI OBITH OCBEIIEHBI AKTYyaIbHOCTh JJAHHOTO MaTepHalla, METO/IbI U Pe3YIIbTaThI
UCCIIeIOBaHUS U MX 00CYKACHHE.

[Ipu npencTaBIeHNN B IIeYaTh HAYYHBIX SKCIIEPUMEHTAIBHBIX PA0OT aBTOPHI JOJIKHBI YKa3bIBATH
BHUJl U KOJIMYECTBO IKCIEPUMEHTANBHBIX KUBOTHBIX, IPUMEHSBIIHECS METOABl 00e3001MBaHUs U
YCBIMICHHUS (B XOJ€ OCTPBIX OIBITOB).

4. K crarbe JOIKHBI OBITH IPUIIOKEHBI KpaTKoe (Ha MOJICTPAaHUIIbI) Pe3OMe Ha aHIIIMICKOM,
PYCCKOM M I'PY3HHCKOM $I3bIKax (BK/IIOYAIOLIEE CIEIYIOLINE pa3aesbl: Lieb UCCIeI0BaHNs, MaTepHua U
METO/IBI, PE3YJILTAThI M 3aKIFOUSHHE) U CIIUCOK KITtoueBbIX ciioB (key words).

5. Tabnuupl HEOOXOIUMO NPECTABIATE B Ie4aTHOM hopme. DoTokonuu He TpuHUMaroTcs. Bee
nu¢poBbie, HTOTOBbIE H NPOLEHTHbIE JaHHbIE B Ta0JIMIaX J0JIKHbI COOTBETCTBOBATH TAKOBBIM B
TeKcTe cTaThbU. Tabiuibl U rpaduKu TOTKHBI OBITH 03aryIaBICHBI.

6. dotorpadun AOIKHBI OBITH KOHTPACTHBIMHU, (DOTOKOIHMHU C PEHTTEHOTPAMM - B HO3UTUBHOM
n300paxeHnH. PUCYyHKH, YepTeKU U IuarpaMmbl CIeLyeT 03arIaBUTh, IPOHYMEPOBATh U BCTABUTH B
COOTBeTCTBYIOIIEe MecTo TekcTa B tiff hopmare.

B noanucsix k MukpogotorpagusaM cieayeT yKa3bBaTh CTEIICHb YBEIMUCHHUS YePEe3 OKYISP HITH
00BEKTUB U METOJ] OKPACKU WJIM UMIPETHALIUH CPE30B.

7. ®aMUIIUU OTEYECTBEHHBIX aBTOPOB MIPUBOJATCS B OPUTHHAIBHON TPAHCKPUIILINH.

8. I[Ipu opopmnennn u HarpaBneHun crtared B kypHanm MHI nmpocum aBTOpOB cobmronars
NpaBuIIa, U3JI0KEHHBIE B « EMUHBIX TpeOOBaHUSAX K PYKOMHUCSM, IPEACTABISIEMBIM B ONOMEIUIIMHCKHUE
JKYpHAJIbD», TPUHATHIX MeXKIyHapOAHBIM KOMHUTETOM PEIaKTOPOB MEAMLMHCKUX JKYpPHAJIOB -
http://www.spinesurgery.ru/files/publish.pdf u http://www.nlm.nih.gov/bsd/uniform_requirements.html
B koHIe Kax /101 OPUTHHATIBHOM CTaThU MPUBOIUTCS OMOIHOrpadguyeckuii cucok. B cnmncok nurepa-
TYPBI BKJIFOYAIOTCSl BCE MaTepHalibl, HA KOTOPbIE UMEIOTCS CChUIKU B TeKcTe. CIHCOK COCTaBIsIeTCs B
andaBUTHOM MOpsAKEe U HymMepyeTcs. JIutepaTypHblii HCTOYHMK IPUBOAUTCS Ha sI3bIKE OpUrMHana. B
CIMCKE JINTEPATyPhl CHavYajIa MPUBOIATCS PaOOThI, HAIMCAHHBIE 3HAKAMU TPY3MHCKOTO anaBuTa, 3aTeM
KApuuien u naruauned. CChUIKM Ha IUTHUPYEMble pabOThl B TEKCTE CTATbH JAIOTCS B KBaIPaTHBIX
CKOOKax B BU/I€ HOMEPA, COOTBETCTBYIOLIETO HOMEPY JaHHOH pabOoThI B CIIMCKE TUTEPaTypbl. bonbmmh-
CTBO IIUTHPOBAHHBIX UCTOYHUKOB JOJKHBI OBITH 32 IMOCTETHNUE 5-7 JIET.

9. ns momydeHus MpaBa Ha MyONHMKALMIO CTaThs TOJDKHA MMETh OT PYKOBOIUTENSI pabOTHI
WIN YUPEXKJICHUS BU3Y U CONPOBOIUTEIBHOE OTHOILICHHUE, HAIMCAHHBIC WJIM HAlledaTaHHbIC Ha OJIaHKe
Y 3aBE€PEHHBIE MOJIHCHIO U NIEYaThIO.

10. B koHIe cTaThU NOJKHBI OBITH MOAMHCH BCEX aBTOPOB, MOJHOCTBIO MPUBEACHBI UX
(amuIMM, UIMEHAa U OTYECTBA, YKa3aHbl CIIy>KeOHBIH M JOMAIIHUI HOMEpa TeJIe(OHOB U agpeca MM
uHble KoopAuHaThl. KonmuuecTBo aBTOPOB (COABTOPOB) HE TOJHKHO MPEBBIIIATE IISITH YEJIOBEK.

11. Penakuus ocraBisieT 3a cOO0 MpaBo COKpallaTh U UCHPaBIATh cTarbi. Koppekrypa aBropam
HE BbICBUIAETCS, BCS paboTa U CBEpKa MIPOBOAUTCS 110 aBTOPCKOMY OPHTHHAILY.

12. HenomycTuMO HarpaBiieHHE B pefaklMIo padoT, MPeICTaBICHHBIX K MeYaTH B MHBIX
M3/1aTeIbCTBAX WIIM OMYOJIMKOBAHHBIX B APYTHX M3IAHUSX.

Hpﬂ HApyHI€HUU YKa3aHHbIX IPaBUJI CTATbU HE paCCMaTPUBAIOTCH.




REQUIREMENTS

Please note, materials submitted to the Editorial Office Staff are supposed to meet the following requirements:

1. Articles must be provided with a double copy, in English or Russian languages and typed or compu-
ter-printed on a single side of standard typing paper, with the left margin of 3 centimeters width, and 1.5 spacing
between the lines, typeface - Times New Roman (Cyrillic), print size - 12 (referring to Georgian and Russian
materials). With computer-printed texts please enclose a CD carrying the same file titled with Latin symbols.

2. Size of the article, including index and resume in English, Russian and Georgian languages must
be at least 10 pages and not exceed the limit of 20 pages of typed or computer-printed text.

3. Submitted material must include a coverage of a topical subject, research methods, results,
and review.

Authors of the scientific-research works must indicate the number of experimental biological spe-
cies drawn in, list the employed methods of anesthetization and soporific means used during acute tests.

4. Articles must have a short (half page) abstract in English, Russian and Georgian (including the
following sections: aim of study, material and methods, results and conclusions) and a list of key words.

5. Tables must be presented in an original typed or computer-printed form, instead of a photocopied
version. Numbers, totals, percentile data on the tables must coincide with those in the texts of the
articles. Tables and graphs must be headed.

6. Photographs are required to be contrasted and must be submitted with doubles. Please number
each photograph with a pencil on its back, indicate author’s name, title of the article (short version), and
mark out its top and bottom parts. Drawings must be accurate, drafts and diagrams drawn in Indian ink (or
black ink). Photocopies of the X-ray photographs must be presented in a positive image in tiff format.

Accurately numbered subtitles for each illustration must be listed on a separate sheet of paper. In
the subtitles for the microphotographs please indicate the ocular and objective lens magnification power,
method of coloring or impregnation of the microscopic sections (preparations).

7. Please indicate last names, first and middle initials of the native authors, present names and initials
of the foreign authors in the transcription of the original language, enclose in parenthesis corresponding
number under which the author is listed in the reference materials.

8. Please follow guidance offered to authors by The International Committee of Medical Journal
Editors guidance in its Uniform Requirements for Manuscripts Submitted to Biomedical Journals publica-
tion available online at: http://www.nlm.nih.gov/bsd/uniform_requirements.html
http://www.icmje.org/urm_full.pdf
In GMN style for each work cited in the text, a bibliographic reference is given, and this is located at the end
of the article under the title “References”. All references cited in the text must be listed. The list of refer-
ences should be arranged alphabetically and then numbered. References are numbered in the text [numbers
in square brackets] and in the reference list and numbers are repeated throughout the text as needed. The
bibliographic description is given in the language of publication (citations in Georgian script are followed
by Cyrillic and Latin).

9. To obtain the rights of publication articles must be accompanied by a visa from the project in-
structor or the establishment, where the work has been performed, and a reference letter, both written or
typed on a special signed form, certified by a stamp or a seal.

10. Articles must be signed by all of the authors at the end, and they must be provided with a list of full
names, office and home phone numbers and addresses or other non-office locations where the authors could be
reached. The number of the authors (co-authors) must not exceed the limit of 5 people.

11. Editorial Staff reserves the rights to cut down in size and correct the articles. Proof-sheets are
not sent out to the authors. The entire editorial and collation work is performed according to the author’s
original text.

12. Sending in the works that have already been assigned to the press by other Editorial Staffs or
have been printed by other publishers is not permissible.

Articles that Fail to Meet the Aforementioned
Requirements are not Assigned to be Reviewed.
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HACJIEACTBEHHBIE HAPYHIEHUSA OBMEHA )KUPHBIX KUCJIOT (OB30P)

YKapmaxanosa I'M., 'Ceipabifaesa JI.M., 2Hyp6ayanna J.B., *baiikagamosa JI.H., ‘Dmraesa I'K.
p ) p. ypoay. )

3anaono-Kazaxcmanckuii meouyurckuil ynusepcumem um. Mapama Ocnanosa,
'kagedpa monexynsipHotl Guono2UU U MEOUYUHCKOU 2eHemuKu, “kagedpa obwell epaveonoi npakmuxu Ne2;
SMeouyunckuii yenmp Akmobe; *Boicwuil meduyunckuil koanedic, Aivamol, Kazaxcman

I'eHeTHUYECKN JETEPMUHUPOBAHHBIE HAPYIICHUs TPAHCHIOPTa
W OKHCIICHUSI )KUPHBIX KHCIOT OTHOCSTCS K OOIIMPHOH M J0-
BOJIBHO PAcIpOCTPAaHEHHOH TpyIIe HAC/IeICTBEHHBIX O0Ie3HeH
oomena BemectB (HBO), oOycioBieHHOIT MOHOT€HHBIMH Jie-
(exramy, BIUSIONMMH Ha BBIPAOOTKY (DEpPMEHTOB TPAaHCIIOP-
Ta KapHUTHHA W CIUPAIH MUTOXOHJAPHAIBHOTO [-OKHUCICHHS
JKHPHBIX KUCIOT. JleheKThl 0OMeHa YKUPHBIX KHCIOT XapakTe-
PH3YIOTCS BBICOKOH CMEPTHOCTBIO (SIBJIAIOTCS NMPUYMHON BHE-
3aIHOW JETCKOM CMEpTH), NMPEHMYIIECTBEHHBIM IMOPaKEHHEM
neHTpanbHoi HepHOU cucremsl (LIHC), cepaua, neuenu, no-
uek [5,16,24,35,45,56]. Yactora 3ab0eBaHmil JaHHON TpyIm-
nel coctaBimsier 1| Ha 5000-10000 HOBOPOXKAEHHBIX, XOTS
pacrnpoCTpaHEHHOCTh CPeIW HHIUBHUIYYMOB 3HAYHUTEIBEHO
BapbupyeT [35,37]. Bce nedexTsl oOMeHa XUPHBIX KHCIOT
HaCJIEAYIOTCSI 110 ayTOCOMHO-PEIleCCHBHOMY THITy. [laru-
SHTHl JJAHHOW TpyINIbl 3a00JIeBaHUN HACIEIYIOT J(BE KOIHU
reHa HapyIICHUs] OKHCICHHS XUPHBIX KHCJIOT, TeTepO3UIOT-
HOE HOCHUTEIHCTBO IPOTEKACT OSCCHMITOMHO. P-OKHCIICHHE
JKUPHBIX KHCJIOT SIBISICTCS IJIABHBIM MCTOYHUKOM SHEPTHH B
MHUTOXOHAPUSIX JJISl BCeX KIETOK B IEPHOJBI JITUTEIBHOTO TO-
nofaHusl, GPU3NIECKUX Harpy30K, IMOBBIIICHUS] NOTPEOHOCTH
B JHEPTrUU B YCJOBHSIX METabOIMUYECKOTo cTpecca (MHpEK-
LIMOHHBIE 3a00JIeBaHMS, TUNEPTEPMHUS, IIEPEOXIKICHNU).
Heo0XonnMo OTMETHTB, YTO B CBS3HM C OBICTPBIMH TEMIIAMH
pocTa M pa3BHUTHS JeTel IPyIHOTO BO3pacTa 0COOyr0 3HAUYH-
MOCTB JUISI HUX MMeEET IPOLecC P-OKUCIEHHsS KUPHBIX KHC-
not [3,44]. U3BectHo, uto LIHC, cepaue, nedyens, ckeneTHas
MYCKyJIaTypa OTHOCSITCSI K OpraHaM M TKaHSIM C BBICOKUMH
9HEPreTUYEeCKUMHU MOTPeOHOCTAMHU ¥, COOTBETCTBEHHO, 3a-
BHCHUMBIM OT IIpOIecca MUTOXOHIPUAIBEHOTO [-OKUCICHHS
JKUPHBIX Kucior [53].
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ITaTorenes negexToB MeTaA00IM3MA ;KUPHBIX KHCJIOT

MeTtabonu3M JKUPHBIX KHCIOT - MHOTOCTYNEHYATBIH Mpo-
LeCC, BKIIOYAIOLUIMHA TPaHCMEMOPAHHBI MEPEHOC >KUPHBIX
KHCJIOT U3 IIUTOIIIa3Mbl BHYTPh MUTOXOH/IPUH C TOCIETYIOIHM
-oxuciaennem. BakHyto ponb B TPaHCIOPTE JKHUPHBIX KHCIOT
U3 IUTO307 KIETKH Yepe3 MUTOXOHJAPHANIbHbIE MeMOpaHbI
B MaTPUKC MHUTOXOHIPHUI UrpaeT KapHUTHUH [7]. B mmrTommasz-
Me aneTnia-KoA-cuHTeTasa axkTUBHPYeT UIMHHOIETIOUEYHbIE
JKUPHBIE KUCIIOTHI, KOTOphIe B BUE THOA)HUPOB KoA mpoxonsat
Yyepe3 BHEIIHIOI MUTOXOHJApHAJbHYI0 MeMOpaHy, rae ¢ep-
MEHT KapHUTHHIIAIBMUTOMI-TpaHcdepasa I obecneunsaer co-
eIMHEHNE C KAPHUTUHOM M 00pa30BaHHE JIMHHOLETIOYEUHOTO
anunkapHUTHHA. [locaeanue nocpeacTBOM KapHUTHH-ALMIKAP-
HUTHHTPAHCIIOKA3bl JOCTABIIAIOTCS K BHYTPEHHEH MUTOXOHIPH-
anbHOW MeMOpaHe, Ha KOTOPOil ¢ MoMoIIbio (hepMeHTa KapHHU-
TUHNATbMUTOMNTpaHchepasbl [ mponucxoauT B3anMoaecTBUE
¢ KoA, obpazoBanue aumn-KoA 1 BEICBOOOXKICHHE KapHUTHHA
U MOCTEAYIOMHNN MepeHOC CBOOOAHOIO KapHUTHHA OOpPaTHO B
muromiasmy [5,16]. Aunn-KoA ¢ momompio psaa amuia-KoA-
JETHAPOreHa3 KUPHBIX KUCIOT TOABEPraeTcs P-OKUCIEHHIO B
MHTOXOHIPHATBHOM MaTPHKCE, PE3YIBTaTOM KOTOPOTO SIBISAET-
sl yKOpOUYEHHE YTIEPOIHOM IIeNH almiIbHOTO paankana. Koned-
HBIM TIPOAYKTOM MHTOXOHIHPAIBHOTO [-OKHCIEHMS KHUPHBIX
KHCJIOT sBNsieTcA aneTui-KoA, KOTOphIi CIy)XHUT cyOcTpaTtom
JUIS IIMKIIa TpUKapOoHOoBbIX KuchoT (Kpebca) n GnocuHTe3a Ke-
TOHOBBIX TEI.

[Ipu HamuuuM HaclIEACTBEHHO-00YCIOBIEHHOTO (hepMEeHT-
HOTo JedeKra akTHBAaLMs TPAaHCMEMOPAHHOTO IIepeHoca M
[B-okucIeHHs KUPHBIX KHCIOT HE TMPHBOAUT K 0Opa30BaHMIO
anetmn-KoA, a cTUMyIHpyeT ®-OKHCIEHUE JHUIHUIOB, CIeN-
CTBHEM MOOUIM3ALUK KOTOPOTO SIBISETCS] HAKOIUIEHHE B OHO-
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JIOTUYECKHUX JKUJIKOCTSX MPOAYKTOB MPOMEXYTOYHOrO oOMeHa
— MUKapOOKCHIIBHBIX KUCIOT [16]. JlnKkapOOKCHITbHBIE KUCIOTHI
UHTHOUPYIOT aKTHBHOCTH (DEPMEHTOB INIIOKOHEOTeHEe3a, IIHKIIA
OMocHHTE3a MOYEBHHBI M IYPUHOBOTO OOMEHa, CIIOCOOCTBYS
HAKOIUICHUIO aMMHaKa B TKaHSIX U MPOrPECCHPOBAHUIO THIIO-
IMKeMuu. JlaHHBIE METaOOIUTHI OKa3bIBAIOT TOKCHUECKOE JIEH-
CTBHE, B IIEPBYIO 04epe/ib, Ha TKAHU FOJIOBHOTO MO3ra, Cep/ia 1
neueHu [53]. HeoOXomumMo OTMETHUTD, YTO CBOOOIHBIC KUPHBIC
KUCJIOTHI 00JIalaloT MpsIMOM (IOBPEXKIAIOIIUM eTepreHTHbIN
addexT Ha KIeTOYHbIE MEMOPaHbI, TEHOTOKCUYHOCTh) U OIOC-
PElOBaHHOI TOKCHYHOCTBIO (IIOCPEICTBOM HMEPEKUCHOTO OKHC-
JICHUsI JIMITUJI0B, 00pa30BaHMs AMKapOOKCHIIBHBIX, dTepH(HUIIN-
POBAHHBIX JKUPHBIX KHCIIOT), YTO, B CBOIO OYepelb, IPUBOAUT
K MHMMOHpOBaHH0 akTHBHOCTH Na'/K'-AT®d-a3b1, 01aBICHHIO
DJIMKOJIN3A, PA300IIEHHIO MTPOLIECCa OKUCIUTEIBHOTO Gochopu-
JIMpOoBaHUsl, CHIbKEHUIO cuHTe3a AT®. HakorieHne TOKCHUHBIX
MeTabOoIUTOB CIIOCOOCTBYET M3MEHEHHUIO YIBTPACTPYKTYpPhl MHU-
TOXOHIpHi [3].

B 3aBHCHMOCTH OT CPOKOB MOSIBJICHUS IEPBBIX IPH3HAKOB
BBIJICJISIIOT HEOHATAIbHYIO (PaHHION0, JIETANbHYIO), IETCKYIO U
no3zHio0 (Gopmbl 3aboneBanuii. HeonaranbHas ¢popma xapax-
Tepu3yeTcst paHHell MaHudecranuel, oTInYaeTcss 0COOCHHOI
TSDKECTBIO, B TO )K€ BPEMSsl, KOMaTO3HbBIE COCTOSIHHUS HAOIOIAI0T-
sl IIPH ISTCKOM 1 IpH 11o31HeH (opmax. HavyanbHble CHMIITOMBI
IpH AETCKOH (popMe MPOSIBISIOTCS HA IEPBOM TOAY KU3HH, TIPH
no3xHei — B OoJiee crapiiem Bo3pacTe.

YacTeiMi MaHU(PECTHPYIOLMMH KIMHUYECKHUMH TIPH3HAKAMH
SIBIISIIOTCSI PUCTYIIBI TUIIONIMKEMUH, HE COIPOBOXKIAIOIINECS
keT030M. OCHOBHbIE KJIMHHYECKUE POSBICHUS: TOBTOPHAsI PBO-
Ta, sHIedanonarys (BsUIOCTb, KOMa, JICTAPrHis), KapJHOMHOIIa-
THSI, yBEINYCHUE Pa3MEPOB MEYCHH, 33/1ePKKa ICHXOMOTOPHOTO
pa3BuTHs; B OoJiee cTapiieM BO3pacTe: MOopaKeHHe MHUOKap/a,
6oni B MbIIIIAx, Muorioounypus [S]. HenuarnoctupoBanHbie
Je(GeKTbl MUTOXOH/IPUAIIBHOTO [-OKHMCIICHUS JKHUPHBIX KHUCIIOT
SIBISIIOTCSl PUYMHON WHBAIUIU3ALUKM U CMEPTHOCTH (BKIIIO-
Yasi CHHIPOM BHE3aITHOW JETCKOM CMEpPTH) OT TSIKEJION THIIO-
DIMKEMUH, TICYCHOYHOM dHIIe(aronaTnu, 3a00JICBaHUI cepaia
[22,49,53]. ITo nanubim Shekhawat P. et al. [46] mo 5-8% ciyua-
€B BHE3AITHBIX MJIAJICHYSCKUX CMEPTEil CBSI3aHbI C HApyIICHUEM
[B-oKHCICHUS KUPHBIX KUCIOT. JleueHue Oose3HEH OKHMCICHUs
JKUPHBIX KHCIIOT OOBIYHO OTHOCHUTENIBHO TPOCTOEC U B 0OJIb-
IIMHCTBE ciydaeB 3()(GEKTUBHOE: HMCKIIOUCHUE JUTUTEIbHBIX
HEePHUOIOB TOJIOJAHMS, IUETOTeparis (OrpaHUYeHUE JIUINIO0B,
oboraleHne yrieBojaMu), TMPEayNpexIeHUe TUIOIIHKEMUH,
MeIMKaMEHTO3Hasi Tepanusi (JICBOKAPHUTUH, BUTAMHHBI, IJIHU-
uuH) [5].

Jedpuuur ¢depMeHTa KAPHUTHH NAJTBMUTOMJITPaHC(he-
pasbl I Tuna (CPT1 - Carnitine palmitoyltransferase type 1
deficiency, OMIM 600528), 0KaIM30BAHHOIO Ha HAPYKHON
MHTOXOHJpUAIbHON MeMOpaHe, 00yClIOBIEH MyTallUsMH I'€Ha,
kapTupoBaHHoro Ha 11 xpomocome (11q13.3). Beinenstor tpu
msodopmer pepmenta CPT1: A, B u C; y yenoBeka onucan
tosbko Tunt CPT1A - nedeHouHast opma (BBISBISICTCS TAKKE B
HOYKax, FOJIOBHOM MO3Te, JieikoruTax, pudpodnacrax). CPT1A
KaTaJIM3UPYET MPEBPAILEHNE KUPHBIX KHCIIOT C [JUIMHHOMN yIJie-
POIHOIT 1IEeNbI0 B AlMIIKAPHUTHHOBBIC A(UPBI, B CBS3M C 4eM
Py MyTalMH AaHHOTO TeHAa MPOMCXOJUT HapyLICHHE TPaHC-
HOpTa JUIMHHOLCTIOYEUHBIX JKHUPHBIX KUCIOT B MUTOXOHJPHUH,
HakormjieHue ux anui-KoA-npon3BogHbIX, KOTOpbIE OKa3blBa-
IOT TOKCHYCCKUH 3()(DEKT MPEUMYIIECTBCHHO Ha TCHaTOIUTHI
[6]. Manudecraunst 3abosieBaHusi XapakTepHa B HHTepBaie
OT Inepuoja HOBOpPOXKIEHHOCTH a0 18 mecsues. [IpoBouupy-
IOIMME (haKTOPaMHU SIBIISIOTCS WH(EKIIMOHHBIC 3a00JICBaHuS,
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rojiofianye, Aeruaparanus, Juxopaaka. OCHOBHbIE NPU3HAKH:
rernaToMeranys, THIOKeTOTHYECKasi TUIIOIIMKEMUSI, MbIIIeqHast
TUIOTOHHUSI, CYIOPOTH, KOMa, BO3MOXKHO ITOPAKEHHE CKEJICTHBIX
MBI, BHe3amHas cMmepth. Omucana accommanust aeduuura
CPT1 ¢ cunapomMoM BHe3alHOW CMEPTH B MIJIAJCHYECKOM BO3-
pacte [12,19,20,47]. lnarHo3 0CHOBaH Ha aHAJIM3E AlUIKAPHHU-
THHOBOTO NPOQuIIs (METOJOM TaHAEMHON MacC-CIIEKTPOMETPUH
MS/MS): noBblueHo coxepkanne cBobogHoro kapuutuxa CO
(uHOrIa HOpMalbHOE), CHIKeHUe KoHueHTpauuit C16, C18:1,
C18:2; HapylIEHO COOTHOIIEHHE CBOOOIHOIO KAPHUTHHA U
JUTHHHOIICTIOYCeYHbIX JKUpHBIX KucaoT CO0/(C16+C18) [6,25].
Henb3s HEe 0TMETUTD, 4TO HAOIIOMAEMBIN BO BPEMs POJIOB METa-
Oosimueckuil cTpecc, a TakKe TPAHCIIALEHTAPHBIA TPaHCIIOPT
KapHUTHHA MOTYT BIIUSTH Ha pe3ynsrar MS/MS, B cBs3H C ueMm,
omnpenenenne cootnouteHus CO/(C16+C18) nHorna pexkomeH-
JtyeTcst MpoBOAUTh nocie 14 cyrok xu3nu [15]. Ilpu cBoeBpe-
MEHHO HA4aTOW Teparuy IPOTHO3 TEYCHUs JAHHOTO 3a0oseBa-
HHs OJIarONPHSTHBIN.

Jeduuut KapHUTHH-aUWIKAPHUTHHTPaHcaoka3sl (CATD
- Carnitine-acylcarnitine translocase deficiency, OMIM 212138),
CBSI3aHHOM ¢ BHYTpEHHEH MeMOpaHOi MUTOXOHIpUH, 00yCI0B-
neH mytamueid reHa CATD, xapTUpOBaHHOIO Ha XpOMOCOME
3p21.31. lauHblit GepMeHT 0OeryacT mepeHoc ITHHHOLEIO-
yeuHbIX BuAoB anwikapuutuHa ot CPT1 k CPT2. 3abonea-
HHE 4Yalle MPOSBISETCS y HOBOPOXK/JCHHBIX, XapaKTepH3yeTcs
HPOrPECCUPYIONIMM TEUCHHEM C TSKEIOW T'MIepaMMOHHEMH-
e, MEeYEHOYHON HEIOCTATOYHOCTHIO, BHICOKOM JIE€TaJIbHOCTHIO
BCJICJICTBUE CEPJICYHO-JIErOYHON Hemoctatounocty [10,52].
AHanIM3 alMIKapHUTHHOBOTO NMPOQWIS BBIBISET HOBBIILICHUS
ypoBust kapuutrHoB C16, C18, C18:1. Heo6xomumMo OTMETHTb,
4TO JIAaHHBIN MPOQUIIb ALUIKAPHUTHHOB HACHTUYCH HaOro/1ae-
momy nipu aepunute CPT2, u mis naentudukannu HeooXomu-
MO T€HETHYECKOe WK (hepMEHTATHBHOE TecTUpoBanue [16,25].
B xauecTtBe neueHHs1 Ha3HA4aeTCs BBICOKOYIVIEBOJIHAS HUETa C
HHU3KHM COJIep)KaHHEM CPEIHELENOYeUHbIX TPUIIHLEPUIOB, B
HEKOTOPBIX CIIyYasx IMoKa3aHo 3 PeKTUBHOE TPUMEHEHUE TPH-
rentaHonHa (MOBBIIIACT BBDKUBAEMOCTh ALIUEHTOB B KPUTHYE-
CKHUX cOCTOsIHUSAX) [33,43].

Jedpuuut ¢epMeHTa KAPHHUTHH NAaJBMHUTOMJITPaHCc(e-
pasbl II Tuna (CPT2 - Carnitine palmitoyltransferase type 2
deficiency, OMIM 600650), 10kann30BaHHOIO Ha BHYTPEHHEH
MeMOpaHe MHUTOXOHAPHH, O00YCIIOBJIEH MyTalMsMH T'eHa, Kap-
tupoBaHHoro Ha 1p32.3 [21]. ®epment CPT2 Taxke yuacTBy-
eT B «KapHUTHHOBOM LIATTIIE», KaTAIM3UPyeT MNpeBpalieHHe
JUTMHHOLICTIOYEYHBIX alMJIKAPHUTHHOB OOpaTHO B JJIMHHOLE-
IIOYEYHBIC Pa3HOBUAHOCTH almi-KoA ¢ Bo3BpaToM KapHUTHHA
B 1MT030J1b, AchuuuT CPT2 mpuBOAUT K HEJOCTATOYHOCTH
KapHUTHHA, HAKOIUICHHIO JUIMHHOIEIIOYEUHBIX alMIKapHH-
THUHOB, TMITOTJIMKEMHU. BBIIENSIOT HEOHATANbHYIO, MJaJleH-
YEeCKYI0 U MO3HI0I0 (GopMbl 3aboneBanus. Tsokenas HeoHa-
TajbpHas Gopma Xxapakrepusyercs MaHH(ecTauueil ¢ mepBbIx
JIHEH POXKICHHS MPOrPECCUPYIONIMM TEUYEHHEM U IUIOXUM
IIPOTHO30M; HAOJIIOAIOTCS CYJOPOTH, I'MIOTOHMS, Kapauo- U
reraToMeranys, eyeHovHass He0CTaTOYHOCTb, ITOJIMOPraHHast
JTUChYHKIHS, MHOXKECTBEHHbIC BPOXKICHHbIE aHoManun. OTMe-
YaeTCsl JICTAIBHBIA MCXOJ] OT MOJHOPTraHHOH HEeI0CTaTOYHOCTH
U TSDKEJION aputMun. MiageHueckast popma XxapaKTepusyeTcst
MaHudecTayeil B nepBble MECSIbl KU3HU: PACCTPOMCTBA OT-
JIMYAI0TCSl MEHbIIEH CTENEHbBIO TSHKECTH B CPABHEHUH C HEOHA-
TaJIbHOM (popMoii 1 MeHblIel seTanbHocTbio. [To3ausst popma
MaHU(ECTUPYET OT paHHEro JETCKOro Bo3pacra JI0 B3POCIOro
HEepPHO/a, XapaKTepH3yeTCs HHTEPMUTTUPYIOIIUM TEUCHHEM.
IIpucTtyns! cuIbHBIX OOJIel B MbIIIIAX, KPaMIM U MUOIVIOOU-
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HypHsl BO3HHKAIOT KaK PEakiHs Ha rojojaHue, (HHU3MIECKYIO
HarpysKy, CTpecchl, IepeoxyuaxieHue [2]. AHanu3 auuikapHu-
THHOBOTO MPOMUIIS MOKA3bIBAET PE3KOE CHIDKEHHE KOHIICHTPA-
ouun CBO60)1HOFO KapHUTHUHA, 3BHAYUTECJIbHOC IMOBBILICHUE CONEP-
JKaHMs allMJIKapHUTUHOB C JUTMHHOM yrieponHoi nernbio C16,
C18:1, C18:2 [16,25,35].

Cucremublii aepuuut kapauTmHa (Systemic carnitine
deficiency, OMIM 212140) - ayTocOMHO-peLiecCUBHOE 3a00-
neBaHue, 00yCIIOBICHHOE Je(EKTOM TPAHCIIOpTEpa KapHUTHHA
(CTD - carnitine transporter deficiency), npuBoasmum K pes-
](OMy Haple_IeHl/I}O l'[OCTyl'[J'leHl/Iﬂ KapHUTUHA B TKaHHU. B OCHO-
Be CTD nexut myrauus rena SLC22AS, n10kann30BaHHOTO HA
JUIMHHOM IUIeue 5 XpoMOCoMBI, B Jokyce 5q31.1; sxcrpeccupy-
eTCsl B CEepJIle, CKeJICTHBIX MbIlIax u noukax. [en SLC22A5
conepxuT 10 5K30HOB U 3 MHTPOHA, M3BeCcTHO Oonee 110 my-
tauuii rena SLC22AS5 [58]. IlpoaykToMm sKkcrpeccuu IreHa sB-
nseres 6emok OCTN2 — Harpuii-3aBUCHMBINA TPaHCIIOPTEP
kapHuTHHA. KapHuTHH 0OecrieunBaeT akTUBALMIO U TPAHCIIOPT
JUIMHHOLECTIOYEYHBIX JKUPHBIX KUCJIOT B BUAC allUWJIKAPHUTUHOB
U3 [IUTO30J1s1 B MUTOXOHIpUaIbHbIN MaTpukce [28,50]. 3aboseBa-
HHUe MaHudecTupyeT B Bo3pacTe oT 1 mec 10 7 net. OCHOBHOE
HPOSIBIICHUE Y JIeTel paHHEro BO3pacTa - THIOKeTOTHYECKast TH-
TMOITIMKECMHUYCCKas aﬂued)anonaﬂ/m, renaroMerainus, KapamoMu-
OI1aTuvs, SMHUJICIITUYCCKHUE l'lpl/ICTyl'lbI, XPOHUYECCKAasl MbILICYHAsA
c1abocTh, 3aaepikka pasButus [4,16]. OcobeHHO pacmpocTpa-
HeHO JaHHoe 3abosieBanue (1:297) na dapepckux ocTpoBax
Kak ciencteue addekra poroHavanbHuKa (3P HEKT OCHOBATES)
[42]. OcnoBHBIM MapkepoM it auarHoctuku CTD sBnsercs
TOTAJIbHOC CHMIKCHHMEC KOHLCHTPAUHWKW BCEX alUWJIKapHUTHHOB
B KpPOBH, 0COOCHHO cBOOOAHOTO KapHuTHHA [25,31,41]. Jleue-
HHEC COCTOHUT B }Ip06HOM IMUTAaHUH (He):lOl'[yL[leHl/Ie JUINTCIIBHBIX
IIEpUOIOB TOJIOJAHUSA) U HA3HAUCHUU IPernapaToB KapHUTHUHA
[4,58].

Jepumut anmi-KoA-geruaporenasbl ;KUPHBIX KHCJIOT €
OuYeHb JJIMHHOI YIVIEpOHOH LenbIo

(VLCAD - very long-chain acyl-CoA dehydrogenase) Bo3-
HHUKaeT B pe3ysibTare MyTAalUH T'eHAa, KOAUPYIOLIEro (epMeHT
aimia-KoA neruaporeHasy AIMHHOLCIIOUEYHBIX JKUPHBIX KHC-
10T (ACADVL), KOTOpBIH KaTalu3upyeT NepBYI0 BHYTPUMHTO-
XOHleI/IaJ'IbHyI'O CTaJIMIO CliMpain B—OKI/ICHCHHS{ KUPHBIX KUCJIOT
¢ yneponHoit nensto ot 14 no 20 atomoB. I'en ACADVL xap-
THPOBAH Ha KOPOTKOM Iuiede xpomocomsl 17 (17pl3). deduunt
VLCAD (OMIM 201475) nacnenyercst Kak ayTOCOMHO-peLec-
cuBHOe 3aboneBanue [1,16,25]. B 3aBUCHMOCTH OT KIIMHHYE-
CKHX HPOSIBICHUH BBIICICHBI TPU (PEHOTHUIIA: TSDKEIBINA MIlajIeH-
YeCKHi, cpeaHeTsDKenbli u nerkuid geHorun. [pu HanbGosee
pacnpocTpaHeHHOH (OKOJIO 2 OOJIbHBIX) TSDKEJIOH HEOHATallb-
HOIT popMe oTMedaeTcst MOUTH HyJIeBasi aKTHBHOCTh (hepMeHTa
ACADVL, npeumyliecTBEHHOE IOpa)keHHE cepaua (apuTMmus,
runeprpoduyueckas WIM AWIATALMOHHAS KapAHOMMOIIATHH),
HEKETOTHYCCKAs I'MIIOITIMKEMUA, PBOTA, rernaroMerains, yrae-
TEHUE CO3HAHHS JI0 COMOpa M KOMBI; BBICOKAs JIETaIbHOCTh Ha
NEPBOM TOy KM3HHM [9]. B ciydae KynupoBaHUsl CUMIITOMATH-
K, 3a00JIeBaHUE MOXKET IPOTEKaTh IO TUIY cuHIpoma Peiie:
OCTpBIC IIOBTOPHBIE IPUCTYNBl METa0OIMYECKOW IEKOMIICH-
cauuu, pBOTa, apeQeKCHs, THIOIIMKEMHUs], TUIEPYPHUKEMUs,
muornobunypus. Yacrtuuneii nepuunt depmenta ACADVL
IPUBOAUT TOJIBKO K PELUAUBUPYIOIIEH TIHIIOKETOTHYECKOH
TUNONNIMKEMUHN U TIPOABIACTCA B NOAPOCTKOBOM MJIM B3pPOC-
JIOM BO3pacTe MHomaTtueil w/mnu padmomuonusom [16,35,36].
Juarno3 aeduiura VLCAD ycraHaBiuBaeTCsl Ha OCHOBaHUH
OIIPEICNICHNUS] ALMIIKAPHUTUHOBOTO MPOQUIIs (OBBIICHNE KOH-
LUEHTPALUH JUIMHHOLICTIOYeuHbIX arikapHuTuaoB C14, C 14:1,
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C 14:2, Cl16, C16:1, C18) u CHIKECHIH aKTUBHOCTH (pepMEHTA
ACADVL B neiixonntax uwin pudpobnacrax [34,54]. Heobxomu-
MO OTMETHTb, YTO 32 TOCIEHUE JSCSITUIICTUSI MHOTHE CTPAaHBI
BKJIIOUMJIM B IIAHENIb IPOrPaMMbl HEOHATAJIbHOTO CKPUHHMHTIA
onpenenenne nedunura VLCAD. [lo BritodeHus orpenelne-
HUsl JeduLmTa JaHHOTO ()epMEHTa B IaHel b HEOHATAIbHOIO
CKPUHUHIa MHOTHE MAalMeHThl YMUPAIIM Ha TIEPBOM IOy JKH3-
HHM; JMarHO3 BHE3AIHON CMEPTH MJIaJIeHIIeB ObLT Ooee pacrpo-
CTpPaHEHHBIM J10 BKIIIoUeHHs1 onpenenenus aepunura VLCAD B
IporpaMMy HEOHATaJbHOrO ckpuHMHIa [17,40].

Jdepuuut MHUTOXOHAPHUAIBHOIO TPUPYHKIHNOHAIBHO-
ro mporenHa (MTP - Mitochondrial trifunctional protein
deficiency, OMIM 609015) o0yciioBIMBalOT MyTalluK B TeHAX
HADHA u HADHB, kaptupoBaHHBIX Ha XpomocoMme 2p23.
MTP pacnonokeH Ha BHYTPEHHEH MeMOpaHe MUTOXOHAPHH,
€ro COCTaBHOMW YacCThIO SIBISIETCSI (PEPMEHT JIMHHOLICIIOYESUHAS
3-runpoxcuanuin-KoA-nerunporenaza (LCHAD — long-chain
3-hydroxyacyl-CoA-dehydrogenase), a Tarke IJIMHHOLEIO-
yeueHast eHows-KoA-ruzaparasa u JUIMHHOLICTIOYEUHAs! 3-Ke-
toaumn-KoA-rtuonaza. O6wmwmii nedpuuntr MTP xapakrepusy-
€TCsl CHIDKEHHOW aKTHBHOCTBIO BceX Tpex (epmentoB [32] u
MMeeT BBICOKHMH ypoBeHb paHHel cmeprHocTH [S5]. Jedunur
MTP npuBomut k HaxomieHuto auia-KoA-npou3BoaHsIx 3-ru-
JPOKCH-/UTMHHOLICTIOYEUHBIX JKMPHBIX KHCJIOT, OKa3bIBAIOLIHMX
TOKCHYECKOe JCHCTBHE Ha CepledHyl0 MbIIIy (runeprpodu-
Yyeckasl KapJHOMHOIATHs), NedeHb (KUpoBask MHOUIbTpALNS,
TeaTOHEeKPO3), CKEJETHbIC MBIl (MbIIIeYHas TUIOTOHUS,
muornobunypus). Kinnaudeckue dopmer nedunnra MTP: He-
OHaTallbHasl KapAHOMHOIIaTHYeCKas (THIepTpouyeckas Kap-
JMOMHOIIATHS, HAPYLICHHUs PUTMA Cepla, IMIOKeTOTHYeCKast
DJIMKEMHMs1), HEOHATAIbHASI C TOPAKEHUEM IIeYeHH (IeOroTHpyeT
OT NEPBbIX AHEH 10 2-X jer: Peiie-nmogoOHbIi CHHIPOM, MeTa-
Gonryeckasi JICKOMIICHCALHs, PBOTA, CHIKEHHEM peduieKcos,
TaXUITHOY, JIETAPTHsl, KOMa, KapAMOMUONIATHsA), JIerkas Gopma ¢
no3Hel MaHuecTalrei u NPeuMyIeCTBeHHBIM MOPaKeHUEM
CKEJIETHBIX MBI (TIPOSIBIISETCS HA 2-3 JNECATHICTHH JKU3HU:
MHITHs,, MUOIOOMHYpust). st 3aboseBaHusi XapakTepHO,
omnpenessieMoe MetogoM MS/MS mnoBbIlIEHHE KOHIEHTPALUH
3-ruapokcuammikapautunos: C16:0, C16:1, C18:0, C18:1 [3].
CBoOeBpeMeHHas ANarHOCTHKA, JUeTOTepanusl, MpoQuiiakTuKa 1
KYIHPOBaHHE METabOIMYSCKUX KPH30B CYIECTBEHHO YBEINYUH-
BACT MPOAOJDKUTEILHOCTh M KAY€CTBO JKU3HU MaeHTos [13].

Jepunnt cpeaneuenoveuyHoii  anmia-KoA-germapore-
Ha3bl KUPHBIX KHEI0T (MCAD — medium-chain Acyl-CoA
dehydrogenase deficiency, OMIM 201450) otHOCHTCS K Hau-
0oyiee pacrlpoCTPaHCHHBIM Je(eKTaM MHTOXOHIPUATEHOTO
B-oxucnenus [18,30,48,53]. I'en pepmenta ACADM xaprtupo-
BaH Ha 1p31.1, mmpoxo pacnpocrpanena myrtauust Lys329Glu.
[14]. Ten sxcnpeccupyercs B KJIETKaxX IEYEHH, Ceplilia, MbIIIIL,
¢ubpodnacrax. Kinnuudeckue nposisnernss MCAD Bapeupytor
0T OECCUMIITOMHOT'O TEYCHHS JI0 PE3KO BHIPAKEHHOH CUMITTOMA-
TUKHM M CHHJPOMA BHE3aIHON cMepTH MitajeHia. CBOWCTBEHHA
MaHH(eCTalMs B HEOHATAJIbHOM IIEPUOJIE B BUJIE MeTaboInye-
CKOTO alMf103a, TMIIOKETOTHYECKOIl TUIIOMIMKEMUH, JIeTapIruH,
koMbl [57]. Tlo nanubiM Smon A. [48], okono 25% GonbHBIX,
KOTOPBIM HE OBbUI TOCTaBJICH JUAarHO3, YMHUpPAIOT B TEYCHHE
nepBoro kpusa. [IpoBorupyronmmu GpakropamMmu sSBISIOTCS WH-
(exunoHHbIe 0O0JIE3HH, KENYIOYHO-KHIICUHbIE PAacCTPONCTBA.
Bo3mokHa MaHU(ecTaIis B BO3pAcTe OT TPeX 10 24 MecCsIes.
CHUMITITOMBI MOTYT BO3HHUKHYTh U Y B3POCIBIX HOCIE JUTUTEIb-
HOT'0 TOJIOJaHUS WK AJIKOTOJIbHOM MHTOKCHKALUU (MbILICYHbIC
001, pabIOMHOIIN3), BHE3AMHAS CMEPTh MOXKET OBITH TEPBBIM
IPOSIBIIEHUEM B HE BBIABICHHBIX ciydasx [16,27]. JlmarHos
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nepuunta MCAD ycranaBiauBaeTcsi HA OCHOBAaHMM OIpejie-
JIeHHs alUIKAPHUTUHOBOTO NMpouiis (MOBBILICHHE YPOBHS
cpeaHenenodyeynbix aumikapuututon: C6, C10, C10:1 u B
ocobennoctu C8, a takxke coorHomenus C8/C2, C8/C10)
[48]. Ilpunumass BO BHUMAHHE BBICOKYIO MOMYJISIIMOHHYIO
4acTOTy, TSKECTh 3aboseBaHMs, a TakkKe HeoOXOOUMOCTh
cBoeBpeMeHHOH auarHoctuku, aepuuur MCAD pexomen-
JlyeTcsl BKJIIOYAaTh B MPOrpaMMbl MacCOBOTO HEOHATAJIbHOIO
cKpuHuHra. Jleuenue 3axirogaercst B UCKJIIOUEHUHU ToJIoza-
HUSI U Ha3HAUCHHUM JIUETHl C HU3KUM COJACpIKaHHUEM >KHPOB;
npuMeHeHue L-kapHUTHHA ABIsSETCSA CHOPHBIM [16].
Jepunur  koporkouenoyeyHo  aunmia-KoA-meruapo-
rena3bl KHpPHBIX Kucaor (SCADD - short-chain acyl-CoA
dehydrogenase deficiency, OMIM 201470) taxxe Ha3bIBaeMBbIii
nepunurom  2-metunOytupui-KoA-gerunporenassl  npen-
cTaBisieT €000l HapyuieHHe MeTabonu3ma [-u3oneiiuHa
[51]. Henocratounocts SCAD oOycioBieHa MyTanuei
reHa ACADS, KapTUpOBaHHOIO Ha AJUHHOM Iuiede 12 xpo-
Mocombl 12q24.31 [8]. MccnenoBanusiMu in vitro mokasaHo,
4TO paclpoCTpPaHEHHbIC BapUAHThI MyTalMi TaHHOTO IeHa
CHOCOOCTBYIOT HapylieHHIo (onguHra 0eska, NpUBOJsIICe
K TOKCHYECKOMY HaKOIIJICHHIO KOJUpPyeMoro Oeika, ero me-
Ta0OJIMTOB U BBI3BIBACT THMIEPIPOAYKIHIO aKTUBHBIX (HOpM
KHCJIOPOJIa M XPOHHUYECKUU OKHUCIUTEIbHBIN cTpecc [38].
Jedunutr SCAD sBiisseTcss T€TEPOTreHHBIM COCTOSTHHEM, KO-
TOPOE aCCOLMHUPYETCSI C Pa3IMYHBIMKU KIMHUYCCKUMH (EeHO-
TUHaMH OT (aTanbHOW MEeTabOoIMYeCcKOi JeKOMIIEHCAIIUU 10
0eCCHMITOMHBIX HHAUBUIYYMOB. KilnHUYecKHe NposBICHUS
BKJIIOUAIOT 3aJIePIKKy Pa3BUTHsI, CYIOPOTH, THIIOTOHUIO, MbI-
IICYHYI0 aTpo(UI0, YMCTBEHHYIO OTCTaJOCTh, JMHJICICHIO,
aytusMm [26,28], CornacHo nanHbiM 0030pa F.Porta et al. [39],
nepunut SCAD nmposBAsSETCS CUMOTOMATHYECKH MPUMEPHO
y 10% 3aperucTpupoBaHHBIX MallMEHTOB. buoxumuueckumMu
MapKepaMu SIBISTIOTCSI [OBBIIICHHE KOHIGHTPALUK Oy THPUII-
kapHUTHHA (C4) B KPOBHU, STHIIMAJIOHOBOH U METUIISIHTAPHOH
kuciotsl B Moue. Jleuenne SCADD 3akitouaercs B cobiroze-
HUW JHUCTHI, Ha3HaYCHUM L-kapHuTHHA 1 pudodiaBuna [8].
MmuoxecTBeHnblii  aepunut anmia-KoA-germaporenas
uin riayrapoBasi amuaypusi II tmma (Multiple acyl-CoA
dehydrogenase deficiency MADD - glutaric aciduria type 2,
OMIM 231680) oOycnosnena mytauusiMu B renax ETFA, ETFB
u ETFDH, pacnosIoXEeHHBIX COOTBETCTBEHHO Ha XpOMOCO-
max 15q23-q25, 19ql3.3-q13.4, 4q32-q35, komupyromux o- 1
B-cyObenuuunbl  (raBonpoTenHa (IIEPEHOCUYUK IISKTPOHOB)
u ETF-xodepmenT Q-okcuapenykrasbl. DKCIpPECcCHs JaHHBIX
I€HOB CIIOCOOCTBYET MEPEHOCY 3JIEKTPOHOB OT 3JIEKTPOHHO-
TPaHCIIOPTHOTO (hIaBONpPOTEMHA HA JBIXATEJBbHYIO LENb MH-
toxouapuit [16]. IIpuy MADD passuBaercsi (yHKIHOHATIbHAS
HEZO0CTaTOYHOCTh HE TOJIBKO (pEPMEHTOB MHUTOXOHAPHAIBEHOIO
okucnenust (VLCAD, LCHAD, MCAD, SCAD), Ho u u3oBaie-
PpHII-, N300y THPHII-, METHIIOY THpHII-, iy Tapuit-KoA-neruapore-
Has3bl, CAPKO3UHACTHIPOreHasbl ¢ MOCIEAYIOIM HaKOIIJICHUEM
UX CyOCTparoB B TKaHSX. BBIICISIOT HECKONBKO KIMHHYESCKHX
(bopM: NeTanpHyI0 HEOHATAIbHYIO0 (JOPMY C BPOXKICHHBIMH T10-
pOKaMH pa3BUTHsI, HEOHATAJIBHYIO 0€3 BPOXKICHHBIX aHOMaJIHit
1 no3zHioo Gopmy [11]. Tlpu neranpHoli HeoHaTanbHOU Gopme
C BPOXKJICHHBIMH aHOMAJIUSIMU HAOJIIOAIOTCsT KpaHHO(dalualib-
Hble JUCMOpPGHHN; B MEPBbIE CYTKH JKM3HU Pa3BHBACTCS TSDKe-
JIBI PeCHMPATOPHBIA AUCTPECC-CUHIPOM, IC€HEPAIM30BaHHASL
MBILIEYHAs] THITOTOHMS, TelaToOMEeraius, TshKelas HeKeTOTHYe-
CKasl TMIIONIMKEeMHs, Cleln(pHYSCKUil 3amax Mo4YH («HOTHBIX
HOI»); HEOIaronpusTHBIA MCX04 Ha (DOHE JeTapruu U KOMBIL.
HeonaranbHass ¢opma 6e3 BPOXACHHBIX aHOMAJHWil: paHHSIS
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MaHu(peCTalus, THKEI0e TeueHue, Peiie-momo0HbIi CHHIAPOM,
MeTabOIMYECKHH aluI03, TUIIOKETOTUYECKAsT TUITOIIMKeMUS,
Kap/IMOMUOMIATHSI; BO3MOXKHA BHE3AITHAs IETCKasi CMEPTh B PaH-
HeM Bo3pacte. [lo3aHss wim sierkast popma XapakTepH3yeTcs
IIMPOKUM CIIEKTPOM HPOSIBICHUI, HAYMHASL B TCUCHHUE MEPBBIX
MECSIEB JKM3HU OT IEPUOIUYECKUX MPUCTYIIOB PBOTHI, TUIIO-
KeTOTHYECKOH THIONIMKEMHH U MeTabOoJIMYecKoro aru/03a,
JI0 KIIMHUYECKHUX HPOSIBICHHUN B MOJPOCTKOBOM HIIM B3POCIOM
BO3pacTe B BUJIE TOLIHOTHI, PBOTHI, FelIaTOMETaINH, KEITYXH,
TUIIOTOHUM, MHOIATHH, MBIIIEUHBIX OOJed M HapacTaromen
ciabocru [5,11]. Ilpu aHanu3e aumMIKapHUTHHOBOTO MPOQUIIS
B KPOBH OTMEYAETCs MOBBIIICHNE KOHI[CHTPALUI METaboIUTOB
¢ mHoi nenu C4-C18. AHanu3 conepikaHuss OpraHU4ecKUX
KHCJIOT B MOYE BBISBIISICT MOBBIIICHHBIE KOHIECHTPALUK pa3-
JIMYHBIX KOMOWHALMI COCTMHCHHUN AMKapOOKCHUIIBHBIX KUCIIOT,
STUJIMAJIOHOBOM, ITyTapoBoil KucioT [16]. Jleuenue BriIrogaeT
B ce0sl IMeTy C OrpaHHYeHUEM HOTPEOICHHs )KUPOB M OCIKOB
(Takke HCIOJIB30BaHHME PAILIOHA C BBICOKUM COJEpIKaHHEM
YIJICBOZIOB), HCKIIOYCHHUE TOJI0JaHus. Y HEKOTOPBIX MALIEHTOB
Ha3HayeHue L-xkapHutHHA, pubo(IaBrHa OKa3bIBACT ITOJIOXKH-
TenbHbIN dQdexT [11].

3axiouenue. IlpencraBnenHslii 0030p HOMKEH 0OpaTUTh
BHMMAaHHE T1€MaTPOB, HEOHATOJIOIOB, JIETCKMX HEBPOJIOIOB Ha
IPYIIITY HACJIEICTBEHHBIX HAPYLICHHH 0OMEHA JKHUPHBIX KUCIIOT,
UX POJIb B MOPaKEHHH (QYHKIMOHAJIBHBIX CUCTEM OPTaHOB, Ha-
PYLICHHUH TCHXOMOTOPHOIO pa3BUTHs. AHAIU3 JIUTEPaTyphbl
CBUJICTENILCTBYET, 4TO OOCIENOBaHMIO Ha Ae(eKThl oOMeHa
JKMPHBIX KHUCJIOT MOAJICKAT HOBOPOXKICHHBIC M JIETH PAHHEIO
BO3pacra C MOBTOpHOH pBoToi, nopaxenuem LIHC (BsutocTb,
MBIILIEYHAs] THIIOTOHUS, JIeTaprus), cepAaua (HapyLueHus puTMa,
Kap/IMOMUONIATHs) U MeYeHH. BHOXMMUYECKUMH TTOKa3aTeNsIMH
JaHHBIX JIe()EKTOB SIBISIFOTCS HEKETOTHYECKasl THUITOTIMKeMHUS,
alya03, TOBBILICHHE AKTHBHOCTH KpeaTHH(POC(HOKUHA3ZBI U
TpaHcamuHa3. HeoOXoauMo OTMETUTh, 4TO 0€3 MCIOIb30BAHNUS
CIICLMAIN3NPOBAHHBIX METOIOB OINPEACICHHs AllMIKApPHUTH-
HOBOTO POl HEBO3MOXKHO YCTAHOBIICHHE JHAarHosa Hapy-
LIEHUH TpaHCHOpPTa U OKUCIIEHUs >KUPHBIX KUCIOT. [Toce BBe-
JICHUE CKPUHHMHIa HOBOPOXKIACHHBIX C UCIIOJIb30BAHHEM METOJa
TaHneMHOll Macc-criektpomerpun (TMC) crana BO3MOKHOMN
paHHsIs IMarHOCTHKA 1e(eKTOB 0OMEeHa JKUPHBIX KUCIIOT. Bech-
Ma [epCHEeKTUBHO HcHonb3oBaHue Metona TMC aist MaccoBo-
r0 HEOHATAJIbHOIO CKPUHHUHIA. PaHHSS JMAarHOCTHKA, U COOT-
BETCTBEHHO CBOEBPEMEHHO HAYaTOE JICUCHHUE MPEIYHPEIKAAI0T
HeOJaronpusATHBIN UcXox (HpoGUIaKTHKA MOpaXKeHUH (QyHK-
[MOHAJIBHBIX CHCTEM OpPraHOB, WHBAINAN3ALMS) U TIO3BOJISIOT
JIOOUTHCST BBHICOKOM CTEMECHH peabWIMTAlUKU JeTei ¢ Haclel-
CTBEHHBIMH Je(eKTaMi OOMEHA KHUPHBIX KUCIOT. bosee Toro,
YTOYHEHHBIH MEIUKO-TeHETHUYECKHH TUarHo3 TO3BOJISIET MPO-
BOJIUTD B JIaJIbHEHILIEM NTPEHATaIbHYIO JHAarHOCTHKY ITaTOJIOTUH
HPH HOCIENYIOMUX OEPEeMEHHOCTSX.
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SUMMARY

INBORN ERRORS OF FATTY ACID METABOLISM (RE-
VIEW)

1Zharmakhanova G., 'Syrlybayeva L., *Nurbaulina E.,
3Baikadamova L., ‘Eshtayeva G.

West Kazakhstan Marat Ospanov Medical University, Aktobe,
Kazakhstan, 'department of molecular biology and medical
genetics, *department of general medical practice; SMedical
center Aktobe, Kazakhstan; *Higher Medical college, Almaty,
Kazakhstan

The review summarizes the current knowledge about in-
born errors of fatty acid metabolism (disorders of carnitine
transport and mitochondrial fatty acid oxidation), character-
ized by high mortality, predominant damage of the central
nervous system, heart, liver and skeletal muscles. The article
presents the main clinical genetic features of diseases this
group. After the introduction of newborn screening using the
tandem mass-spectrometry (MS/MS), early identification of
fatty acid metabolism defects became possible. Using of MS/
MS method is promising for mass newborn screening. Early
identification and accordingly timely initiated treatment pre-
vents unfavorable outcome. Moreover, a specified medical-
genetic diagnosis allows further prenatal diagnosis of pathol-
ogy in subsequent pregnancies.

Keywords: inborn errors of metabolism, mitochondrial fatty
acid B-oxidation, acylcarnitines, carnitine, newborn screening.
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HACJIIEACTBEHHBIE HAPYHIEHUSI OBMEHA
KHUPHBIX KHCJIOT (OB30P)

""Kapmaxaunosa I.M., 'CpipibidaeBa JI.M.,
Hyp6aysiuna J.B., *baiikagamosa JI.H., *Jmraesa I.K.

3anaono-Kazaxcmanckuii  MeOuyuHCcKuil  yHugepcumem um.
Mapama Ocnanosa, 'kagedpa monexyisapnoi buono2uu u me-
Quyunckou 2enemuxu, *kaghedpa obujei 6pauebHol NPaKmuxi
Ne2; SMeouyunckuit yenmp Axmobe; *Bolcuiuti MeOuyuncKuil
Kxoaneoxc, Anmamel, Kazaxcman

B 00630pe 000011eHBI COBpEeMEHHBIE CBEICHHS JTUTEPATYPHI O
HACJIEACTBEHHBIX HAPYNICHUAX META0OIM3Ma >KUPHBIX KHUCIOT
(HapymIeHnsl TPAaHCTIOPTAa KAPHUTHHA M MUTOXOHAPHAIBHOTO
OKHCIICHHS KUPHBIX KHCIIOT), XapaKTePU3YIONIUXCS BBICOKOH
CMEPTHOCTBIO, MPENMYIIECTBEHHBIM MOpPAKCHHEM CepAla,
HHC, meueHn U CKEIIETHOH MYCKYIIaTypBbI.

IIpencTaBneHsl OCHOBHBIE KIMHHUKO-TEHETHYECKHE O0CO-
OceHHOCTH 3aboneBaHuii aHHOHW Tpymnmbl. [locne BBemeHMs
CKPHHHMHTa HOBOPOXJICHHBIX C HCHONB30BAaHUEM METOda
TaHgeMHON Macc-cnektpomerpun (TMC) crama BO3MOXHOM
paHHSS AMaTHOCTHKA Ae(eKTOB 00MEHa )KUPHBIX KHCIOT. Mc-
nosib3oBanne Metona TMC mepcneKTUBHO U1 MaCCOBOTO He-
OHATAIBHOTO CKPUHHUHTA. PaHHAS IMAarHOCTHKA M, COOTBET-
CTBEHHO, CBOEBPEMEHHO HawyaToe JIeYeHHE MpPeayNpexIaloT
HeOMaronpusTHEIN ucxoa. bonee Toro, yrouHeHHBIN MEIHKO-
TeHEeTHYECKUH TUArHO3 MO3BONIAET MPOBOAUTE B JalbHEHIIIEM
MIPEeHaTalbHYI0 IUATHOCTHKY MATOIOTHH MU MOCIEAYIOMNX
OepeMEeHHOCTSIX.
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Since the first commercialized antibiotic discovery in 1928,
its initial task was to stop the uncontrolled growth of bacteria in
order to allow the immune system to complete its removal from
the body. Therefore, along with the study of bacteriostatic char-
acteristics, it is important to control the effect of antibacterial
drugs on the human immune system. However, to date, the use
of antibiotics leads to a number of adverse consequences such
as antibiotic resistance, alterations of the human gut microbiome
and suppression of host defence system.

Our knowledge of the intestinal microbiome was limited for
a long time, since most species of bacteria could not be identi-
fied by traditional methods. However, with the advent of mod-
ern and high-performance analysis methods such as sequencing,

© GMN

metagenomics, and metaproteomics, determining the composi-
tion and function of the intestinal microbiome has become easily
accessible. The most common sequencing method for microbi-
ome analysis is amplicon analysis of the 16S ribosomal RNA
(rRNA) gene and there is an alternative sequencing method
called full-genome shotgun sequencing (WGS). Ravi Ranjan
and colleagues in their study compared two sequencing meth-
ods and found that shotgun whole genome sequencing has many
advantages over the 16S amplicon method, including improved
detection of bacterial species, increased diversity detection, and
improved gene prediction [1].

It became known that most of the bacteria that make up the
gut microbiome are: Firmicutes, Bacteroidetes, Actinobacteria,
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