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[Monpw pisHyY KiNbKiCTb CNaakoBmx xBOPo6 06MiHy pedoBuH (CXOP), y naHeni po3LwmnpeHoro HeoHaransHoro ckpuHiHry (PHC) koxHa kpaiHa
Mae BnacHi pedepeHTHi 3Ha4eHHs aiarHoCTYHVX aHanitis CXOP, nputamaHHux ana cBoei nonynauii. B YkpaiHi, Ha xanb, Hemae Takvx pede-
PEHTHUX IHTEPBANIB MapkepHMX NOKa3HYIKIB, fki BiANOBIAAI0TL 3a peanidallito NeBHNX MeTab0NIHHVX MOPYLLEHb.

MeTta — npoaHanisyBartu giarHoCTU4HI Mapkepy CXOP i3 BU3Ha4YeHHAM TeHAEHLIT LIX NOKa3HVIKIB came ANs YKPpaiHChKOoi nonynauii AUTa4oro
HaceneHHs.

Martepiann 1a metogu. HaeaeHo nonepeari pesynstatn PHC i3 BM3Ha4eHHAM TeHaeHuii nabopatopHux nokasHukis CXOP came
Ons yKpaiHCcbKoi nonynsiuii HoBOHapomXeHux aitert. 3a nepiof mocnioxeHHs nposeneHo PHC metonom TaHAeMHOI Mac-cnekTpoMeTpii
165 HOBOHapOOXeHWM, ski Hapoamunmesa y Y «IHCTUTyT neaiarpii, akywepcTsa i rinekonorii imeHi akagemika O.M. Jlyk'aHoBoi HAMH YkpaiHu»
npotarom 2020-2022 pp.

Pesaynberatun. 3 aHanisy oTpuMaHinx AaHvx BUSBNEHO HENiHIMHY KOPENAUiiHY 3aneXHiCTb PIBHS AiarHOCTUYHIX aHaniTIB, a came AOBronaHLUo-
FOBUIX XMPHUX KMCNOT 3a/1EXHO Bif, MaCK Tina Npy HAPOOXKEHHI: y rpynax AiTel 3 Manolo Ta AyXXe Mano Macoto Tina npu HAPOAXEHH CepeaHi
3HayeHHsa nokasHukie CO/(C16+C18): (C14:1/C16); (C18:1/C16); (C18:2/C16) € AOCTOBIPHO BULLMMM MOPIBHAHO 3 AiTbM i3 3a40BINIbHOO
MacOI0 NPV HAPOOXEHHI.

BucHoBKU. AHaNITUYHI MipKyBaHHS LLIOA0 iHTepnpeTau|i pesynstartis PHC Bkio4aloTe BMIVB AK CTaHy Matepi Nif vac BariTHOCTI, Tak i pakTopis
3 60Ky HOBOHapOAXeHoro. MNo3uTrBHI pesynstat PHC noTpebyioTb NpoBeaeHHs AndepeHLiiHoi AiarHOCTVIKM MiX NepuHaTanbHMM Ta cnag-
KOBVMW 3aXBOPIOBAHHAMM, PAOY YTOHHIOBANBHMX AOCHIAXEHb | NOAANBLIOIO KaTaMHECTUYHOMO CMOCTEPEXEHHS.

JlocniaxeHHs BMKOHaAHO BIANOBIAHO A0 NPUHLMNIB [enbCiHCbKOI Aeknapadii. [poToKon A0CAIAXEHHS yXBaneHO JToKanbHNM eTUYHUM KOMITE-
TOM 3a3Ha4eHoi B po6OTi yCTaHOBM. Ha npoBEeASHHS A0CNIAXEHb OTPUMAHO IHPOPMOBaHY 3rofly 6aTbkiB AiTeln.

ABTOPY 3asBNSOTb NPO BIACYTHICTb KOHDAIKTY IHTEPECIB.

KniouoBi cnoBa: posivpeHnin HeoHaTalbHNIA CKPUHIHT, CNaaKOBi XBOPOOW OOMIHY PEHOBWH, NEPEAYaCHO HAPOMKEHI AiTU.
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Despite the different number of inherited metabolic diseases (HMDs) in the panel of expanded neonatal screening (ENS), each country has
its own reference values of diagnostic analytes for HMDs specific to its population. In Ukraine, unfortunately, there are no such reference inter-
vals of marker indicators that are responsible for the realization of certain metabolic disorders.

Purpose — to analyse the diagnostic markers of SCD and determine the trend of these indicators for the Ukrainian pediatric population.
Materials and methods. Therefore, the article presents the previous results of the ENS with the determination of the trend of laboratory indi-
cators of HMDs specifically for the Ukrainian population of newborn children. During the period of the study, ENS by tandem mass spectrometry
was performed for 165 newborns born at the Sl «Institute of Pediatrics, Obstetrics and Gynecology named after academician O.M. Lukyanova
of the NAMS of Ukraine» during 2020-2022.

Results. \When analyzing the obtained data, a non-linear correlation dependence of the level of diagnostic analytes, namely long-chain fatty
acids, depending on the body weight at birth was noted: in groups of children with low and very low body weight at birth, the average values of
indicators CO/(C16+C18); (C14:1/C16); (C18:1/C16); (C18:2/C16) are significantly higher compared to children with satisfactory birth weight.
Conclusions. Analytical considerations for the interpretation of ENS results include both the influence of maternal conditions during preg-
nancy and the influence of factors from the side of the newborn. Positive results of ENS require differential diagnosis between perinatal and
hereditary diseases, a number of clarifying studies, and further follow-up.

The research was carried out in accordance with the principles of the Helsinki Declaration. The study protocol was approved by the Local Ethics
Committee of the participating institution. The informed consent of the patient was obtained for conducting the studies.
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Beryn

TECTy CYXUX IUISM KPOBi, 3al0YaTKOBAHWH Tie
y 1960-x pokax PobGeprom Tatpi, 3HauHO mormm-

KTUBHE BIPOBA/KEHHSI B HEOHATAJIbHY

MTPAaKTUKY PO3IMTUPEHOTO HEOHATAIBHOTO

ckpuninry (PHC) na crasikosi xBopobu
obminy pewoBnt (CXOP) mae 3Mory 3aB4acHO BH-
SBUTH B JUTHHU JaOOPATOPHI O3HAKHU TSKKUX a60
3arposJIMBHUX JKUTTIO 3aXBOPIOBaHb. Y OLIbIIOCTI
punankiB CXOP, giarnoctruka Ha 6e3CUMIITOMHIA
CTaJlii Ta paHHil MOYATOK HAJIEKHOTO JIIKYBaHHS
3a0e311e4yIOTh O3UTUBHUIN IIPOIHO3 /IS TOAAJIb-
IIIOTO PO3BUTKY 1 MOBHOIIHHOTO KUTTS JAUTUHU.
CKpUHIHT HOBOHAPO/KEHUX i3 BUKOPUCTAHHSIM

peHuil y BCbOMY CBIiTi. 3aBASKW BIPOBAIKEHIN
npakTulli mopiuno nonan 30 THc. AiTell oTpuMmy-
10Th CBO€YACHe JIiKyBaHHs [2,9].

Ha croroani kimpkicte CXOP, gaxi Bxomsathb
y TaHeJ b CKPUHIHTY HOBOHAPO/KEHUX, Pi3HATHCS
1o KpaiHax: Bijf 1—2 TsoKKMX MeTaboJIiYHUX TTOpy-
nmedb y Kurai g0 32 posnaniB Ha TaitBani. Akino
posrsinatu naneri PHC eBpomneiicbkoro KOHTH-
HEHTY, TO HOBOHAPOJIKEHUX [Tl 00CTEKYIOTh
Ha 28 CXOP y Ilospmii ta I3paini, #a 27 — B AB-
cTpii, Ha 24 — y Ilopryramnii, na 22 — y Yexii,
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Ha 21 — y Dinnsgnpii, aumnre va 1-2 merabosivni
nopymrenast — y Ipysii, Mommosi, Kinpi, ¥Y30e-
KUCTaHi. Y MedKuX KpaiHaX KiJbKiCTb IMOPYIIIEHb,
BusBieHnx y pamkax PHC, moske BapitoBatu Bij
8 mo 21 CXOP, nanpuxnan, B Icmanii. IToxiGHa
cuTyallis MpocTekyeTbess B Kanaji, Ko B pi3-
HUX TPOBIHIISAX HOBOHAPOKEHUX CKPUHIHTYIOTH
Biz 3 10 24 merabGoiunux possaiis [3].

B VYxkpaini, 3rizao 3 makazom MiHicTepcTBa
oxoponu 3710poB’st (MO3) Big 01.10.2021 Ne 2142
«ITpo 3abesmnedyeHHst PO3MIUPEHOT0 HEOHATATIBHO-
TO CKPUHIHTY B YKpaiHi», 10 Jiep:KaBHOI TTPOTPaMU
PHC Bueceno 21 CXOP. [lo 11poro yacy CKpUHIiHT
HOBOHAPO/IKEHUX IPOBOJAMJIM Julle Ha 4 MeTa-
6o0stiuHi pozmaau [5].

[Monpu pizny kisgbkicts CXOP, y nmaneni PHC
KOJKHA KpaiHa Ma€ BJjacHi pedepeHTHi 3HauYeHHs
npiarHoctTuaauX aHanitiB CXOP, nmputamansi 17
cBoei nonyJisiii. B Ykpaini, Ha sxkajib, HEMae TakuX
pedepeHTHUX iHTEPBATIB MAPKePHUX TTOKA3HUKIB,
SKi BIZINOBIZAIOTh 32 peasisallilo MeBHUX MeTa-
GOJIIYHUX TIOPYIIEHb.

Mema nocnijpkeHHs — TpoaHai3yBaTH JliarHO-
ctuuni Mmapkepr CXOP i3 BusHaueHHAM TeHEHITIT
1IUX MTOKA3HUKIB caMe JIJIg YKPaiHChKOI MOIyJIAIil
JIMTSYOr0 HacejeHHs. Y poOOTi HaBemeHo Iole-
penni pesyasratu PHC i3 BusHadenHsM cutyartii
moo Jaboparopuux anamitie CXOP y HoBoHa-
PO/IKEHUX.

Marepianu Ta MEeTOIH JOCTIIKEHHS

[locmikeHHd BUKOHAHO B paMKax HayKo-
BO-tociaol pobotu /1Y <«Iuctutyr memiarpii,
akyuepcrsa i rinekoJiorii imeni O.M. JIyk’sanoBoi
HartionanbHol akazieMii MeIMUHUX HAYK YKpaiHu»
(Y <«IITAT im. akag. O.M. Jlyk'anosoi HAMH
Vkpainu») Ha Temy: «Pospobuti cucremy Me-
JINKO-COIIaJIBHOTO  CYTTPOBO/Y HOBOHAPOJIKEHUX
3 MeTabOJTIYHUMU 3aXBOPIOBAHHSIMU Ha TJIi HEpH-
HATaJIbHOI MATOJIOTIi».

3a pesyssratamu PHC 165 HOBOHAPO/KEHNX,
axiHapojguaucay /1Y «ITTAT im. akag. O.M. JIyx’s-
nosoi HAMH ¥Ykpainn» npotsirom 2020-2022 p.,
MPOBENEHO [IaTHOCTUYHY OIlHKY JabopaTOpHUX
anamitiB CXOP y cyxux missMax KpoBi MeTO/I0M
TaHJIEeMHOI Mac-CITEKTPOMETPIi.

3azBuyail CKpUHIHT 3/[IICHIOIOTDH 3JI0POBUM HO-
BOHAPOJ/KEHUM, gKi JOCATJU TecTallifHOro BiKYy
(TB) >32 TwxHiB 32 yMOBU CTabiJIbHOTO CTaHy
Ha 2—3-T10 100y KUTTA. A B Iepe4acHO HapOIKe-
HUX HeMOBJIAT i3 ['B 22—-32 TrskHi mepBUHHE B3STTS
3Pa3KiB KPOBI BUKOHYIOTb Y TIOCTMEHCTPYaJIbHOMY
Bitti (IIMB) 31-32 Tukui. BropuaHuii cKkpuHinr

saiiicHioioTs y IIMB 36 tuskHis abo 1pu miAroTos-
Il IUTUHK JI0 BUITUCKY 3i cTaiionapy [1,5].

Y  wamomy  gocripkeHHi  3abip  KpoBi
Ha CHerjajbHuil TecT-0/laHK i3 (DIIBTPYyBaIbHO-
ro Tamepy 3[0POBUM [iTsaM i3 macoio >2500 r
i 'B 37—41 tix npoBeeHo Ha 2—3-T10 100y KUTTSL.
[pymy miteit 3 macoio 1500—-2500 ri I'B 33—40 tux
obcrexero Ha 3—28-my 100y kutTs. litsam i3 ma-
coio <1500 r i I'B 27-33 twsxk PHC nposezieno na
7—28-My 100y KUTTSI.

[Iporieaypy mepBUHHOTO aO0 TTOBTOPHOTO B3SIT-
TS 3pa3KiB KpOBi 3/iliCHEHO B TEBHUI 4YacoOBUil
IPOMIKOK JKUTTSI HEMOBJISITH, SIKMU 3aJIeKUThb
BiJl TEpMiHY rectailii, OCHOBHOTO 3aXBOPIOBAaHHSI,
00CITy MeAWYHWX BTPydYaHb, BBEIEHHS JIiKapCh-
KMX 3ac00iB. Y pasi oTpUMaHHS JUTHHOIO TapeH-
TEPJIbHOTO  XapuyyBaHHS  (BHYTPIIIHbOBEHHUX
PO3YMHIB aMiHOKUCJIOT 1 JIMifIiB), KOMIIOHEHTiB
KpoBi 3a0ip 3paskiB KPOBi IIPOBEJEHO He paHille,
HiK 32 TP 100U ITic/Isd BiAMIHY BKa3aHUX PO3YMHIB
i micag Tpancdy3ii KOMITOHEHTIB KPOBi. Y (higbTpy-
BaJIbHOMY TeCT-OJIaHKy 000B’SI3KOBO BKa3aHO JlaHy
indopmaiiito. Y JIOHOIIEHWX HOBOHAPOIKEHUX
y HecTabiibHOMY cTaHi (0K, KPOBOBTPATa, aHEMisl,
ac(ikcis 3 JKyBaJbHOIO TITOTEPMIEIO TOIO) TTep-
BUHHE B3ATTS 3Pa3KiB KPOBi MMPOBEIEHO ITiCJISA CTa-
6imizarii crany muruam [4,10].

JlocnipkeHHsT BUKOHAHO 3Ti/HO 3 TPUHIMIIAMUA
TesbcinebKoOl iekapaliii. 3 MeTolo 3abesnedeH-
HS JOTPUMAHHS €TUYHMUX 1 MOpaJbHO-IIPAaBOBUX
MPUHIIUTIIB TIPOBEJIEHHS HAYKOBO-IOCJIIHOI PO-
6OTH JOCJITHUKAMU OTPUMAHO J03Bij GioeTnaHoi
KOMicii ycTaHOBM Ha BUKOPUCTaHHS 0i0JIOTIYHOTO
Marepiany. Y Mexax IPOEKTY MpaBa MaIli€eHTIB 3a-
XUIEHO HaJaHHAM iH(OPMOBaHOI 3roju OaThKiB
HOBOHAPOJIKEHUX JIITei /1719 y4acTi B TOCJIIJIPKEHHI.

Craructuany oOpoOKy aHMX BUKOHAHO 3a J10-
MTOMOTOIO TIpoTpamMu «Statisticas.

PerpocriektuBHO ycix aiTeil 1OJiJIeHO HA TPU
IPyINy 3aJ€KHO BiJl MACH Tijla TIPU HAPOJIPKEHHI:
I rpymny cranosusm 10 (6,1%) nepeauacHo Hapo-
JUKeHUX JiiTeit 3 Macoio Tina <1499 t; II rpyny —
13 (7,9%) nemoisT i3 Mmacoio 1500-2499 r,
III rpymy — 142 (86,1%) HOBOHAPOKEH] 3 MACOIO
>2500 r. Posmozis fiTeit o rpynax MoCiKeHHS
HaBeJIeHO Ha PUCYHKY 1.

3a pesyJbTaTaMu aHaJi3y JiTeil 1Mo Trpymnax
JOCJIIJIKEHHST BCTAHOBJIEHO, 1m0 B I rpymi Oyim
nepeguacHo Hapojpkeni gitm 3 I'B 27-33 Tk,
Ta cepeHboIo Macoio Tia 1275169 r, cepen sikux
MimiMaspHa Maca Tina cranosmia 990 r, makcu-
manbHa — 1470 r. ¥V II rpyni I'B ngiteii cranoBus
33—40 Tux., cepeans maca Tima — 2129+271 r.
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Tabuys 1

FecTauiiiHnii Bik giteii |, Il Ta lll rpyn, a6c. (%)

Adocnig)xyeaHa rpyna girten

lecTauinHnm BiK (I'B), Trx

|
27-28 | 29-30 | 31-33

33-35 | 36-37 | 38-40 | 36-37 | 38-39 | 40-4i

AOC.

3 4 3

3 3 11 70 61

%

30 40 30

=
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Puc. 1. Po3nopain giter 3anexHo Big, Macu Tina npy HapoaXeHHi, %

Jlo IIT rpymwm ysitimum xpitu 3 I'B 37-41 Tk Ta
cepeiHbot0 Macoto Tina 3449,33+419 1. Posnomin
mireit I, 1T ta I11 rpyn 3a T'B naBeseno B Tabuuiii 1.

Pe3yibraTy A0CIi/IZKEHHS Ta iX 00rOBOPEHHS

3araJioM y KO;KHIH TpyTIi iTelt MpoaHami30BaHO
78 MOKA3HUKIB, AKi € JIarHOCTUYHUMU aHaIiTaMU
31 CXOP. 3a pesyJsibraTamMmu aHai3y BUSBJIEHO, IO
3HAUEHHS JIOCJI/IKYBAHUX TTOKA3HUKIB PI3HUINCS
B JliTel yCiX TPyIL.

Y I rpymi ziteit BUSIBJICHO BiJIXUJICHHS BiJl HOP-
MaTHUBHUX 3HadeHb 12 piarHoCTUYHUX aHAJITIB
(puc. 2); y II rpymi giteii — 4 miarHOCTUYHUX
anamitiB (puc. 3); y I rpyni xgiteit — 4 giarso-
CTUYHUX aHAJITIB (puc. 4), TPU 4OMY 32 YACTOTOIO
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Puc. 2. ToukoBa OLIHKa OjarHOCTUYHUX aHaniTiB y | rpyni agitein
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IToxazuuku C14:1/C16

12345678910111213
Jit 1500-2500 r, n=13
e Cl4:1/Cl6

== == min HOPMaTHBHE 3HAYEHHS

== == max HOpMAaTHBHE 3HAYCHHA

TMoxkazuuku CO/(C16+C18)

1234567 8910111213
Jit 1500-2500 r, n=13
e C0/(C16+CIB)

== == min HOpMAaTHBHE 3HAICHHS
“= == max HOpMaTHBHE 3HAYCHHA

TMokasuuku C18:1/C16

12345678 910111213
Jit 1500-2500 r, n=13
e Cl18:1/C16

== == min HOpMaTHBHE 3HAYCHHA
= == max HOpMaTHBHE 3HAYECHHA
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25
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o
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IMokasuuku C18:2/C16

12345678 910111213
Jit 1500-2500 r, n=13
e Cl8:2/Cl6

== == INin HOPMATHBHE 3HAYEHHS
“= == Imax HOpMaTHBHE 3HAYCHHSA

Puc. 3. ToukoBa OLiHKa AiarHOCTUYHUX aHaniTiB y Il rpyni gitein

3ycTpivasibHocTi 3pylienb came [II rpynma mana
MIHIMAJIbHI BiIXMJIEHHSI B MIHIMAaJIbHOI KIJIbKOCTI
niteii mopiBusHO 3 1 IT rpymamu.

3asHaueHi BUIlle M1arHOCTUYHI aHAJIITH Bij-
nmoBijlatoTh 3a peamizariito Takux CXOP, gk
nedinut  Amma-KoA gerizporeHas KUPHUX
KHUCJIOT 13 JIy’Ke JIOBI'MM BYIJIEIEBUM JIAHITIO-
rOM, HEJOCTAaTHICTb KapHITUH-AI[UJIKAPHITUH
TpaHcaokasu, gedinut Amuia-KoA pgerigpore-
Ha3W JKUPHUX KHUCJOT i3 CEpPeIHbOI0 JIOBYKU-
HOIO BYTJIEIIEBOTO JIAHIfOra, AeillUT Ti[POK-
cu-anma-KoA zerigporeHas KUPHUX KHUCJIOT
13 JIOBTUM BYIJICIICBUM JIAHIIOTOM, HElIOCTaT-
HICTh KapHITUH-TIAJIbMiTOIITpaHchepasn
tuity [, HeroCTaTHICTh KapHITUH-ITAIbMITOLI-
tparcdepasu tumy lI, MHOXMHHA HemocTaT-
Hicth Anmia-KoA zerizporenas abo riyraposa
atmzaemia tuny I, i3oBasiepiaHoBa anuzgemis.
JliarHOCTUYHI aHAMITHU MOPYIIeHb OKUCHEHHS
JKUPHUX KUCJIOT Ta OPraHiYHUX aluypiid, IXHi
pedepenTHi iHTEpBaIN HaBeAeHO B TabIUIL 2.

Y pesysbraTi MpOBENEHOTO aHANI3y MOKHA
CTBEPJIKYBaTH, 1[0 Haitbisiblle BiXWIeHb JiarHo-
CTUYHUX aHaJITIB Biji pedepeHTHUX IHTEepBaJiB
(17-OH  mporecrepon; (C14:1/C16); (C14:2/
C16); (C18-OH/C16); (C18:1/C16); (C18:2/
C16); (C4/C3); (C5/C3); (C4/C2); (C8/C10);
(C14:2/C14); C0/(C16+C18)), gki BiANOBIAAIOTH
3a MOJKJIMBY peasi3ailifo TOpYyIHIeHb OKHCHEHHS
SKUPHUX KUCJIOT Ta OPraHivHUX alluypiil, BUsBIIe-
Ho B I rpymi fgiTeii 3 ayske MaJiolo Macolo Tija mpu
HapOJIKEHHI.

IMOBipHOIO TIPUYMHOIO IIBUIIEHHS PiBHSI
17-OH nporectepoHy B HOBOHAPO/IPKEHUX 13 JIysKe
MAaJIOI0 Macolo Tijila TIPU HAPOJ/KEHHI € TTPOBe/eH-
HS aHTEHATAJIbHOI MPOMINIAKTUKY TIepeIdacHuX
TOJIOTIB 1 peakilis opraHi3aMy JUTUHU Ha IOJIOTO-
BUlI cTpec. Bigomo, 110 mpu fOHOIIEHI T BaTiTHOCTI
i TepMiHOBUX TIoJTorax KoHIlenTpaitisg 17-OH npo-
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Puc. 4. ToukoBa OLjHKa aiarHoCTUYHKX aHaniTie y Il rpyni giten

recTepoHy B CHUPOBATIIi KPOBI AMTUHMU ITiJl 4aC Ha-
POJ/UKEHHS Ti/IBUINIEHA 31 MBUJKUM 3HUKEHHIM
IPOTSTOM MEPHIMX KiJIBKOX IMOCTHATAJIbHUX [0
(puc. 5) [8]. Otike, i yac MPoOBeIEHHST CKPUHIHTY
[POTSATOM epIux 2 Ai6 KUTTS TOUHICTH iarHo-
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Tabnuys 2

AiarHoCcTnYHi aHaniTM NoOpyLweHb OKUCHEHHS XXKMPHUX KUCJIOT Ta OpraHiYHMX auuaypimn,
IXHi pedepeHTHI iHTepBanun

AiarHoCTUYHUIM aHaniT

| CXOP

PedepeHTHi 3Ha4yeHHs

MopyLieHHS 0OMiHY XXMUPHUX KUCTIOT

C14:1/C16

(CniBBIOHOLLEHHA TETPAAELEHOINKap-
HITVH/NaNbMITOINKaPHITAR)

C14:2/C16

(CniBBIOHOLLEHHA TETpaaekadieHoinkap-
HITVIH/NanbMITOINKaPHITAH)

Very long — chain acyl — CoA
dehydrogenase deficiency
(VLCAD)

(oediumt Aumn-KoA perinpo-
reHas XVPHMX KMCNOT i3 ayxe
OOBIMM BYMELEBVM NaHLIO-
rOM)

C14:1/C16 — 0,09 mmonb/n

C14:1 - 0,52 mmonbe/n

C14:2 — 0,17 mmonb/n

C14 - 0,7 mmonb/n

C16 — 14 mmonb/n

C14:2/C14 — 0,7 mmonb/n

C14:1/C16 IS — 0,82 mmonb/n C14:2/C16 —
0,33 Mmonb/n

CO - 7,4-84 mmonb/n

C18:1/C16

(CniBBIAHOLWEHHA ONENKapHITH/Nab-
MITOINKAPHITUH)

C18:2/C16

(cniBBIAHOLWEHHA NiIHENEINKAPHITH/Nanb-
MITOIIKAPHITVIH)

Carnitine-Acylcarnitine
Translocase Deficiency
(CACTD)

(HEOOCTATHICTL KapHITUH-
auUMAKapHITUH TpaHcNoKasn)

C16 — 14 mmonb/n

C16:1 = 1,42 mmonb/n

C16/C2 — 0,47 mmonb/n
(C16+C18:1)/C2 — 0,89 mmonb/n

C18 — 3,75 mmonb/n

C18:1 - 5,8 Mmmonb/n

C18:1/C16 — 1,28 mMMOnb/n

C18:2 — 1,15 Mmonb/n

C18:2/C16 — 0,26 Mmonb/n

KapHituH BinbHWA (CO) — 7,4—84 MMOnb/n
KapHiTuH 3aranbHnin — 24—188 mmMonb/n
KapHITVH BiNlbHWIA/3aranbHnm —
0,19-0,62 mmonb/n

C14:2/C14
(cniBBIOHOLEHHA
TeTpaneKkaaieHoKapHITUH/
TeTpaneKkaHoIKapHITIH)
C14:1/C16
(cniBBIOHOLEHHA
TeTPAnEUEHOINKAPHITUH /
NanbMITOINKAPHITUH)
c8/c10
(cniBBIOHOLEHHA
OKTaHOINKaPHITNH/
[EeKaHOINKapHITUH)

Medium — chain acyl — CoA
dehydrogenase deficiency
(MCADD)

(oediumt Aumn-KoA perigpore-
Ha3W XNPHUX KNCNOT

I3 cepefHbOoI0 LOBXMHOIO
BYIMELEBOrO NaHuora)

C6 — 0,26 MMOnb/N

C8:1 - 0,47 mmonb/n

C8 - 0,27 mmonb/n
C8/C2-0,01 mmone/n
C8/C5-3,1 Mmmonb/n
C8/C10 - 3,31 Mmonb/n
C10 - 0,45 mmonb/n

C10:1 - 0,28 mmonb/n
C14:1 - 0,52 mmonbs/n
C14:2 — 0,17 mmonbe/n

C14 - 0,7 MmMOnb/n

C16 — 14 mmonb/n
C14:2/C14 — 0,7 mmonb/n
C14:1/C16 — 0,82 mmonb/n
C14:2/C16l - 0,33 MmOnb/n
C14:1/C16 — 0,09 mmonb/n
CO - 7,4-84 mmonb/n

C18-OH/C16
(CNiBBIAHOLIEHHS
3-rigpokcucTeapoinkapHiTUH/
NanbMITOINKAPHITUH)

Long-chain hydroxyl-acyl-CoA
dehydrogenase deficiency
(LCHADD)/(TFP)

(oediunT rinpokcuaumn-KoA
OerioporeHas XUpHNX KUCNoT
i3 NOBIMVIM BYMELEBVM NaHLio-
roMm)

C12-0OH - 0,16 Mmmonb/n
C14-0OH - 0,13 mmonb/n
C16-0OH - 0,22 mmonb/n
C18-0OH — 0,11 mmonb/n
C18:1-OH - 0,15 Mmonbe/n
C14:1-OH - 0,16 Mmonb/n
C16-0OH/C16 — 0,05 mmonb/n
C16:1-OH — 0,24 mmonb/n
C18:1-OH/C16 - 0,03 Mmonb/n
C18:2-OH - 0,4 mmonb/n
C18-0OH/C16 — 0,03 Mmonb/n

Co/(C16 + C18)

(CNiBBIAHOLLEHHRA BIfIbBHOIO KAPHITUHY /
CYyMW NaIbMITOINKAPHITUHY

Ta cTeapuikapHiTuHy)

Carnitine Palmitoyl

Transferase Type | Deficiency
(CPTI, CPT1)

(HEOOCTATHICTb KapHITUH-
nanbMiToinTpaHchepasu Tmny |)

KapHituH BinbHWn Co — 7,4-84 MMonb/n
Co/(C16+C18) — 16,8 MMOb/n
C2-9,7-96 mmonb/n

C18:1/C16

(CNiBBIAHOLIEHHA ONEiNKapHITH/
NaNbMITOINKAPHITUH)

C18:2/C16

(CMiBBIAHOLUEHHA NIHENEKAPHITUH/
NaNbMITOINKAPHITUH)

Carnitine Palmitoyl Transferase
Type Il Deficiency(CPT2)
(HEOOCTaTHICTL KapHITUH-
nanbMiTOINTpaHchepasu

Tmny )

C16 — 14 mmonb/n

C 16:1 = 1,42 mmonb/n

C16/C2 — 0,47 mmonb/n
(C16+C18:1)/C2 — 0,89 mmonb/n

C18 — 3,75 Mmonb/n

C18:1 — 5,8 Mmonb/n

C18:1/C16 — 1,28 mmonb/n

C18:2 — 1,15 Mmonb/n

C18:2/C16 — 0,26 mmonb/n

KapHituH BinbHWA (CO) — 7,4—84 MMOnb/n
KapHitnH 3aransHnin — 24—188 mmone/n
KapHITVH BiNlbHWUIA/3aransHnm —
0,19-0,62 Mmonb/n
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IIpodosacenns mabauyi 2

AiarHocTuyHwii aHanit | CXOoP

| PedepeHTHi 3Ha4eHHs

OpraHidHi aunaypir

Cc4/C3

(CNIBBIOHOLWEHHA OYTUPWNKAPHITUH/
NPONIOHINKAPHITUH)

Cc4/C2

(CniBBIAHOLIEHHA BYTUPWAKaPHITUH/
AUETUNKaPHITUH)

C5/C3

(CNIBBIAHOWEHHS I30BaNEPINKapHITUH/
NPONIOHINKAPHITUH)

Multiple Acyl-CoA
Dehydrogenase Deficiency
(Glutaric acidemia type Il)
(MADD, GA-2, EMA)
(MHOXMHHa HenoCTaTHICTb

posa aupgemia mn )

Aumn-KoA perinporenas [nyta-

C4 — 1,383 MMOnb/n

C5 - 1,14 mmonb/n

C6 — 0,26 Mmmonb/n

C8 - 0,27 mmone/n
C10 - 0,45 mmonb/n
C12 - 0,62 mmonb/n
C5/C3 - 0,41 mmonb/n
C4/C3 - 0,53 mmonb/n
C4/C2 - 0,04 mmonb/n
C5/C2 - 0,04 mmonb/n
C5DC - 0,18 mmonb/n

C5/C3
(CNIBBIAHOWEHHS i30BaNEPINKapHITUH/
NPONIOHINKAPHITUH)

Isovaleric academia (IVA)
(IsoBanepiaHoBa aungemid)

C5 - 1,14 mmonb/n

C5/C3 - 0,41 mmonb/n
C5/C2 - 0,04 mmonb/n
C5/C8i — 1,78 mmonb/n

Placenta Adrenal/Gonads Peripheral Tissues

Cholesterol Cholesterol

Pregnenolone enolone lTOHvaolune A Pregnenolone 170H-Pregnenolone DHEA

ot STV S |-

- ‘

Progesterone  Progesterone 170H-Progesterone  Androstenedione  Progesterone 170H-Progesterone Androstenedione
ey ) | 1
Deoxycortico- 11-Decxycortisol Testosterone Testosterone
sterone (DOC)

3 uhwmmml
Corticosterone Cortisol
Aldosterone

[pumitkn: 1) GeTanbHUA NPOrecTePOH, OTPUMaHWIA 3 NNaLeHTH, Cyrye NonepesHUKoOM A9 CUHTe3Y anbA0CTEPOHY | KOPTW30I1y; 2) BTparta akTMBHOCTI 21-riapok-
cunasu NPU3BOANTb A0 AeDILMTY KOPTU30Y | anbA0CTEPOHY, a Takox A0 NIABMLWEHVX PIBHIB 17-riapOKCUNPOreCTepoHy; 3) BTpara akTMBHOCTI 11B-rigpokcmnasm
NPU3BOAMTL A0 AediUMTY KOPTU30AY | anbaocTepoHy; 4) v pasi aediunty 3BHSD2 cekpeTyeTbCa 3Ha4Ha KiflbKiCTb MPErHeHoN0Hy, 17-rApoKCMNPEerHeHoNoHy Ta
DHEA. Ui ropMOHW NepeTBOpIoNTLCA B NeprdepnyHiX TkaHnHax nig, aielo 3BHSD-I, wo npr3soanTts 40 NiABUWEHHS piBHA 17-rigpokcmunporectepory; 3pHSD-I
— 3B-rigpokcvcTepoinaerigporeHasa tmny |; 3HSD-II — 3B-rigpokcnctepoinaerigporenasa ny Il; 170H — 17-riogpokcu; DHEA — aerigpoeniaHopocTepoH.

Puc. 5. CxematnyHa giarpama ctepoiforeHesy B NnaLeHTi, HaAHMPKOBUX | CTaTeBMX 3a5103ax Ta nepudepuyHmx TKaHUHax

Tabauys 3
3Ha4YyeHHs NOKa3HUKIB AiarHOCTUYHUX aHanNiITiB y AocniaXXyBaHux rpynax gitei, M=m
MNpyna
DiarHocTuuHi aHanitm 1 Tl 1] P
n=10 n=13 n=142

CniBBIAHOLWEHHS BiIbHOIO KAPHITUHY / CyMU NaibMITOIf- .

KapHiTUHY Ta cteapunkapHitiHy CO/(C16+C18) 11,64+7,89 12,6+9,77 522+3,08 <0,05
CniBBIAHOLLEHHS TETPaOELEHOINKAPHITUH/NanbMIToinkap- *

HiTn (C 14:1/C 16) 0,12+0,04 0,11+0,07 0,06+0,02 <0,05
CniBBIAHOLWEHHS ONEINKapHITVIH/NaNbMITOINKAPHITUH *

(C18:1/C16) 2,17+0,97 1,65+0,84 0,91+0,26 <0,05
CniBBIAHOLWEHHS lIHENEINKapHITVH/NaNbMITOINKAPHITUH N

(C18:2/C16) 0,99+0,39 0,80+0,59 0,21+0,15 <0,05
lpumitka: * — sigminnocTi Il rpynn 3 11l rpynamun, npn P<0,05.
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CTUKU € BIJIHOCHO HM3bKOI0. [IoTeHIIMHNI BILJINB
Ha 3pocranfst piBug 17-OH mporecrepony mae
rinep6imipybiHemist, 3HeBOAHEHHsI, acdikcis mpu
HapOJ’KEeHHI, HEOHATaJbHUU CETCHUC, BiJIKPUTA
aprepiajibHa IIPOTOKA, aJPEHOTeHITAJIbHUN CHUH-
nipoM [6].

3a pesyJibTaTaMU aHATI3y OTPUMAHUX J[AHUX
BUSIBJIEHO HEJIIHIMHY KOPEJSIiiHY 3a/IesKHICTD
PIBHS IaTHOCTUYHUX aHAJITIB, a came JOBrOJIaH-
IIIOTOBUX JKMPHUX KUCJIOT 3aJIe;KHO Bifl Macu Tijra
MPU HAPOJIPKEHHI: Y TPyIax JIiTel 3 MaJIo0 Ta JIyKe
MaJIOI0 MacoIo Tijia PU HAPOJKeHHI cepe/iHi 3Ha-
yenHg nokasaukis C0/(C16+C18); (C14:1/C16);
(C18:1/C16); (C18:2/C16) € mocToBipHO BUIIH-
MM TIOPiBHSIHO 3 JIITbMU i3 3a/I0BIJIbHOIO Macoio
npu HapojKkeHHi. Cepe/lHi 3HAUEHHST TTOKA3HUKIB
JIarHOCTUYHMUX aHAJITIB 1 CTaHJAPTHI HOXMOKM
CEPEIHBOTO B TPHOX JIOCTI/IKYBAaHUX TPyIIaX HaBe-
JIeHO B Tab/uI 3.

Bucuosku

OTtpumano nornepesHi pesyasratu PHC i mpo-
aHasiizoBaHo jiarHoctuyHi nokazuukun CXOP
y HOBOHapO/KeHUX. [HTeprperTailiss AiarHOCTUY-
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