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Monpu pigHy KiNbKICTb CNaakoBKx xBOPOO 06MiHY pedoBuH (CXOP), y naHeni po3LWmnpeHoro HeoHaransHoro ckpuHiHry (PHC) koxHa kpaiHa
Mae BnacHi pedepeHTHi 3Ha4eHHsA aiarHocTnyHVX aHanitis CXOP, nputamaHHux ona ceoei nonyndauii. B Ykpaini, Ha xanb, Hemae Takix pede-
DEHTHNX IHTEPBaTiB MapKePHX MOKa3HMKIB, AKi BIANOBIAAIOTL 3a peanidaliio NEBHWUX METabONIHHKX MOPYLLEHb.

MeTta — npoaraniaysat giarHoctuiHi Mapkepy CXOP i3 BU3Ha4YeHHAM TEHAEHLT LIX NOKa3HVIKIB caMme AN yKPaiHChKOT NonynaL|ii AUTAY0ro
HaceneHHs.

MarTepianu Ta metogm. HaseneHo nonepenHi peaynsratv PHC i3 BM3HaveHHAM TeHaeHLii nabopatopHux nokashukis CXOP came
ONA yKpaiHCbKOI NoNynsaLii HOBOHaAPOAXEHUX AiTelr. 3a nepion AocniaxeHHa npoeegeHo PHC MeTtopoM TaHAeMHOI Mac-ChnekTpomeTpil
165 HOBOHapPOAXEHVM, AKi Hapoannues y Y «IHCTuTyT neaiatpii, akylepcTtsa i rinekonorii imeHi akagemika O.M. Jlyk'aHosol HAMH YkpaiHi»
npotarom 2020-2022 pp

Pe3ynbraTtn. 3 aHanisy oTprManyx AaHux BUSBNEHO HENIRIMHY KOPeNaLiiHy 3anexXHiCTb PIBHA AiarHOCTUYHX aHaniTiB, a came A0BrofaHLIo-
FOBUX KVIPHVIX KMCAIOT 3aNeXHO Bifl, MaCy Tina Npyv HaPOOXEHHI: y rpynax Aitert 3 Manolo Ta Ayxe Manolo Macolo Tina Npu HapOaXEeHHI cepeaHi
3HayveHHsa nokasHukis CO/(C16+C18); (C14:1/C16); (C18:1/C16); (C18:2/C16) € AOCTOBIPHO BULLMMM MNOPIBHSAHO 3 AiTbMW i3 3a40BIIbHOIO
Macoi0 NPV HAPOOXKEHHI.

BUCHOBKW. AHaNITV4HI MipKyBaHHA LLIOAO iHTepnpeTaLli pesynsratis PHC BkIOYaloTh BB 9K CTaHy MaTepi nif 4ac BariTHOCTI, Tak i hakTopisB
3 OOKY HOBOHapPOMXeHOro. [Mo3uTrBHI pesynstat PHC noTpebyioTs MpOBEeAEHHA AMPEPEHUIMHOI AiarHOCTVIKM MiXX NepUHaTanbHMN Ta cnaa-
KOBMMWY 3aXBOPIOBAHHAMM, PAAY YTOYHIOBABHUX AOCNIOXEHD | NOAATBLLIONO KAaTaMHECTNYHOIO CMOCTEPEXEHHS.

JlocnigxeHHsa BMKOHaHO BiANOBIAHO A0 NPUHUMMIB [€NbCIHCLKOI Aeknapadii. [TpoToKoN AOCNIAXEHHSA YXBaNneHO JIokanbHUM ETUYHUM KOMITe-
TOM 3a3Ha4eHoi B poboTi ycTaHOBK. Ha npoBeAeHHs A0CAiAXEeHb OTPUMAaHO iHPOPMOBaHY 3rofy 6aTbkiB AiTel.

ABTOPY 3a8BNS0Tb NPO BIACYTHICTb KOHMNIKTY IHTEPECIB.

Knto4yoBi cnoBa: po3LivpeHmin HeoHatanbHWin CKPUHIHT, CNaakoBi XBOPOOKM 06MiHY PE4YOBYH, NepeayacHo HapoaXeH: AiTu.

State of diagnostic markers of inherited metabolic diseases in newborn:
analysis of previous results of neonatal screening in Ukraine
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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

KTUBHE BIPOBAKEHHS B HEOHATAJIbHY

MPAKTUKY PO3MMUPEHOTO HEOHATATBLHOTO

ckpuninry (PHC) Ha cragkoBi XxBopoOu
obminy peyosuH (CXOP) nae 3Mory 3aB4acHO BH-
SBUTH B JIMTUHU JTaOOPATOPHI O3HAKHU TSKKUX ab0
3arpoO3JIMBUX JKUTTIO 3aXBOPIOBaHb. Y OLIBIIOCTI
punasikis CXOP, miarnoctrka Ha O€3CUMIITOMHIN
CTaJil Ta paHHIN TOYATOK HAJIEKHOTO JIKYBaHHS
3a6€e31euyIoTh TTO3UTUBHUN MPOTHO3 JIJIS OJAITh-
IIOT0 PO3BUTKY ¥ MOBHOIIIHHOTO JKUTTS JAUTHHHU.
CKpUHIHT HOBOHAPO/KEHUX i3 BUKOPUCTAHHIM

TEeCTy CYXHUX IUISIM KPOBi, 3aloyaTKOBaHUM IIie
y 1960-x pokax Pobeprom IaTpi, 3Ha4HO MOUIN-
peHnii y BCbOMY CBiTi. 3aBAsKK BIPOBAKEHIl
MpakTuili mopivao nonazn 30 THc. JiTell OTpUMY-
10Th CBOEYACHE JIIKyBaHH [2,9].

Ha cporoani ximpkictb CXOP, gaxi BXoasaThb
y TaHeJib CKPUHIHTY HOBOHAPOXKCHUX, PI3HATHCI
1o Kpainax: Biff 1—2 TSKKUX MeTaboJIiuHUX TOPY-
menb y Kutai 1o 32 posmanis na TaitBani. Aximo
posrysinatu nanesi PHC eBporneiicbkoro KOHTH-
HEHTY, TO HOBOHAPOJIKEHUX [iTell 00CTEKYIOTh
Ha 28 CXOP y IHoaemi ta [3paini, Ha 27 — B AB-
crpii, Ha 24 — y Ilopryranii, na 22 — y Yexii,
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Ha 21 — y Dinnsnmii, mumre Ha 1-2 merabostivni
nopymenast — y Ipysii, Mouaznosi, Kinpi, ¥Y36e-
KHCTaHi. Y edKUX KpaiHax KiJIbKIiCTh MOPYIIEHb,
Businennx y pamkax PHC, moske BapitoBaTi Bif
8 1o 21 CXOP, nanpuxiazn, B Icnanii. IToxibHa
CUTYyallisi mpocTexyeTbess B Kamami, Komm B pis-
HUX TIPOBIHINIIX HOBOHAPO/KEHUX CKPUHIHTYIOTh
Bizt 3 10 24 mertabosiunux possais [3].

B VYkpaiui, 3rigno 3 nakazom MiHicTepcTBa
oxoponu 3710poB’st (MOJ3) Bix 01.10.2021 Ne 2142
«ITpo 3abesrneyeHHsT PO3IMIUPEHOTO HEOHATATIBHO-
TO CKPUHIHTY B YKpaiHi», 710 ZIep>KaBHOI ITporpamMu
PHC Bueceno 21 CXOP. [Io 11poro yacy CKpUHiHT
HOBOHAPOJ/IKEHUX TIPOBOJMJIN Julle Ha 4 MeTa-
6ostiuHi possaau [5].

[Torrpu pizny kimbkicts CXOP, y maneni PHC
KOKHA KpaiHa Ma€ BjacHi pedepeHTHI 3HaAUYE€HHS
miarHoctnaaux aHanitiB CXOP, mputamanni ast
cBo€i onyJisii. B Ykpaini, Ha jKajib, HEMA€e TaKUX
pedepeHTHUX iHTEPBATIiB MapKePHUX MTOKA3HUKIB,
dKi BIAMOBIZJAIOTH 32 peasi3allilo MeBHUX MeTa-
GOJIIYHUX MTOPYIIEHb.

Mema nocnipkenHs — MpoaHai3yBaTH /IiarHo-
ctuuni Mmapkepr CXOP i3 BusHauenHsaM TeHeHIii
IUX TIOKA3HUKIB caMe JIJIsl YKPAiHChKOT MOyl
JWUTSTYOTO HaceseHHs. Y poboTi HaBeneHo Torie-
penni pedyasratn PHC i3 BuszHaueHHgIM cuTyartii
o0 yaboparopuux anamiitis CXOP y HOBOHa-
POJI’KEHUX.

Marepiaiu Ta METOIH JOCTIIZKEHHS

[locyipkeHHsT BUKOHAHO B paMKaxX HayKo-
Bo-ztocignol pobotu 1Y <«IHcturyr memiarpii,
akymepctsa i rinekoJiorii imeni O.M. JIyk’snoBoi
HarionanbHol akazeMii MeIMYHUX HAyK YKpaiHu»
(1Y <«IIAT im. akag. O.M. Jlyk’suoBoi HAMH
Ykpainun») nHa Ttemy: «Pospobut cucremy Mme-
JIUKO-COLIQJIBHOTO CYIIPOBO/Y HOBOHAPOKEHUX
3 MeTabOIYHUMU 3aXBOPIOBAHHSIMU Ha TJIi TEepH-
HaTaJIbHOI ATOJIOTIT».

3a pesyasratamu PHC 165 HOBOHApOKEHUX,
aki vHapomuauca y 1Y «IITAT im. akaa. O.M. JIyx's-
HoBoi HAMH VYxpaiaus niporsarom 2020-2022 p.,
[IPOBE/IEHO [[IarHOCTUYHY OIlIHKY J1abOpaTOPHUX
adayitiB CXOP y cyxux migmax KpoBi METO/OM
TaH/IEMHOI Mac-CIIEKTPOMETPii.

3a3BUuall CKPUHIHT 3[[IICHIOIOTH 3/[0POBUM HO-
BOHAPOJ/IKEHUM, $IKi JIOCATJIM TecTalliiHOTO BiKy
(TB) >32 TtwkHiB 3a yMOBU CTabiIbHOTO CTaHy
Ha 2—3-T10 100y JKUTTS. A B IIepedacHO HapOKe-
HUX HeMOBJAT i3 ['B 22—-32 TrxHiI nepBUHHE B3ATTS
3pa3KiB KPOBI BUKOHYIOTH Y TIOCTMEHCTPYAJIHLHOMY
Bimi (IIMB) 31-32 Twxui. Bropunnauii cKkpuHiHT
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3aiticaooTh y [IMB 36 TuskHiB 260 1TpH THTOTOB-
Il IMTUHY 10 BUTTUCKY 3i cTartionapy [1,5].

Y  HamoMmy  JgocyipKeHHi  3a6ip  KpoBi
Ha crerjajbHuii TecT-0/1aHK 13 (DiIBTPyBaJIbHO-
ro Tamepy 3J0POBUM [iTsM i3 macoio >2500 r
i 'B 37—41 tix nmpoBeeHo Ha 2—3-T0 100y KUTTSL.
Ipymny nirteit 3 macoro 1500-2500 ri I'B 33—-40 tux
obcreskeHo Ha 3—28-my 100y skuTTs. [liTsim i3 Ma-
coio <1500 r i I'B 27-33 tmox PHC mpoBeziero Ha
7—-28-my 1100y KUTTSL.

[Tpoteypy mepBUHHOTO aO0 TIOBTOPHOTO B3SIT-
TS 3Pa3KiB KPOBi 3AiliICHEHO B TIEBHUHM YaCOBUM
MPOMIZKOK JKUTTS HEMOBJIATH, SKUH 3aJeKUTh
BiJl TEpPMiHY recTailii, OCHOBHOTO 3aXBOPIOBAHHSI,
06csATY MEIMYHUX BTPYydYaHb, BBEIEHHS JIKAPCh-
KUX 3ac00iB. Y pasi OTpUMAaHHS AUTHHOIO TapeH-
TEePaJbHOTO  XapuyBaHHS  (BHYTPilIHbOBEHHUX
PO3UYMHIB aMiHOKMCJIOT 1 JIiIi/{iB), KOMIIOHEHTIB
KpoBi 3a0ip 3pas3KiB KPOBIi IIPOBEIEHO HE paHilie,
HiK 32 TPU 00U TTiC/Is BiZIMIHY BKa3aHUX PO3UMHIB
i micsist Tpancdysii KOMITOHEHTIB KPOBi. Y (hiIbTpy-
BaJIbHOMY TecT-0JIaHKy 000B’I3KOBO BKa3aHO JaHy
inopmariito. Y [IOHONIEHNX HOBOHAPOKEHUX
y HecTabiIbHOMY cTaHi (10K, KPOBOBTpATa, aHEMis,
ac(ikcis 3 JiKyBaJbHOIO TITOTEPMIEIO TOIIO) TIeP-
BUHHE B3SITTs 3Pa3KiB KPOBi ITPOBEIEHO ITiCJIsI CTa-
6iizarii crany autunau [4,10].

HocimkenHsa BUKOHAHO 3TiIHO 3 TPUHITUTIAMU
Tenbcincbkoi gexmapaiii. 3 Meron 3abesnedeH-
HA JOTPUMAHHS €TUYHUX 1 MOPAJTbHO-TTPABOBUX
MPUHITUIIB TTPOBE/IEHHST HAYKOBO-/IOCJI/IHOI PO-
60TH JIOCIJHUKAMKU OTPUMAHO JI03BiJ 6i0eTHUHOT
KOMicii ycTaHOBM Ha BUKOPHCTaHHS 0i0JIOrT4HOTO
Marepiany. Y Mexkax IPO€EKTY IpaBa Nalli€HTiB 3a-
XHIEHO HagaHHsSM iH(opMoBaHoi 3roan GaTHKIB
HOBOHAPO/IZKEHUX JIITEH JIJIs1 YYaCTi B JIOCJTI/IPKEHHI.

CraructuuHy 06poOKy JaHUX BUKOHAHO 32 JI0-
ITOMOTOIO ITporpamMu «Statisticas.

PetpocrniektuBHO ycix fiTell mojijieHO HA TPHU
IPyNX 3aJ€KHO BiJl Macu Tijla IPU HAPOJKEHHI:
I rpyny cranoBusin 10 (6,1%) nepemyacHo Hapo-
JUKeHX fiTeir 3 macoio Tima <1499 r; 11 rpyny —
13 (7,9%) nemoBaaT i3 macoio 1500-2499 r,
1T rpyny — 142 (86,1%) HOBOHAPO/KEH] 3 MaCOIO
>2500 r. Posmozi fiTeit 1o rpymnax AOCTiKEHHS
HaBe/IeHO Ha PUCYHKY 1.

3a pe3yJabTaTaMy aHai3y [iTell 1o Tpyrmax
JIOCJIKEHHST BCTaHOBJIEHO, 10 B 1 Tpymi OyJm
nepejivacHo Hapoypkeni gitn 3 I'B 27-33 k.
Ta cepeHboI0 Macoio Tia 1275169 r, cepen siKux
MiHiMasbHAa Maca Tisa ctanosmia 990 r, makcu-
manbHa — 1470 r. ¥V II rpyni I'B ngiteii cranoBuB
33—-40 Tux., cepenus maca Tia — 2129+271 1.
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Tabauus 1
lFecTauiinuia Bik giteii |, Il Ta lll rpyn, a6c. (%)
AocnipxysaHa rpyna giten | 1] 1]
fectauinnHmi Bik (MB), Tnx 27-28 | 29-30 | 31-338 | 33-35 | 36-37 | 38-40 | 36-37 | 38-39 | 40-41
AGC. 3 4 3 7 3 3 11 70 61
% 30 40 30 53,8 23,1 23,1 77 49,3 43
o I rpymm ysitimm gitn 3 B 37-41 Tk Tta
100% cepeiboio Macoto Tina 3449,33+419 . Posnomin
a0% mireii I, 1T Ta I11 rpyn 3a T'B HaBeneHo B Tabuwii 1.
jg PesyibraT A0CHiAKEHHS Ta iX 00rOBOPEHHS
60% 3arajioM y KOxKHill rpymi fiTell mpoaHaiizoBaHO
® 50% 78 MOKA3HUKIB, AKI € AIaTHOCTUYHUMU aHAIITaMU
40% 31 CXOP. 3a pesysbraTamMu aHaTi3y BUSBJIEHO, TIIO
30% 3HAYEHHS JIOCTI/KYBAaHUX TTOKA3HWKIB Pi3HUINCS
20 B JIiTEN yCiX IPyTL.
i VY 1 rpyui giTeil BUABJIEHO BiAXUJIEHHS BiJl HOP-
o [ [ pymi 1 HO BL7 AL TI0p
o MaTUBHUX 3HadeHb 12 iarHOCTUYHWX AHAJMITIB
n0 14997 1500-2499 1 25007 i Ginble e .
(puc. 2); y II rpyni giteii — 4 piarHOCTUYHUX
anamiti (puc. 3); y III rpymi xmiteit — 4 miarno-

Puc. 1. Posnopain aiteii 3anexHo Big, Macu Tina npu HApOAXeHHi, %

CTUYHUX aHAJITIB (pUc. 4), IPU 4OMY 32 YACTOTOIO

Moxkasankn 17-0OH- Toxkasanakn COAC16+C18) Mokasmka C14:1/C16 Mokasmmkn C14:2/C14
Progesterone 25.0 02 = 1,2
L
150.0 20,0 . 02 . . = E 1.0 = .
100,0 . A e - . P e
. 10,0 o T et e ] i . i
50,0 N 50 - 0.1 04 o .
— - - X % , 65 .
0,0 ¢ lins o i et e B ey i A M m—mmm————— 0‘; - e iy
12345678910 123456780910 123435678010 °© 1234567806100
Jirem=1500 r, n=10 Hitem<1500 r, =10 Jlitr m<1500 r, n=10 Titstmr<1500 1. =10
* 17-OH-Progesterone = CONC16+C18) . Cl4:1/C16 . Cl4:2014
= = min HOPMATHEHE IHATEHHA = = min HOPMATHBHE IHAYEHHA = = min HOPMATHEHE IHATEHHA ~ = min HOPMATHEHE IHATEHHN
= = max HOPMATHBHE IHAYCHHA =~ = max HOPMATHBHE JHAYCHHS = = mAX HOPMATHEHE THAIEHHA = = max HOpMATHEHE JHIICHHE
Nokasamen C18:2/C16 Nokasunkn C18 OH/IC16 Nokasumkn C4/C3 Nokasumkn C18:1/C16
20 03 30 50
- L
15 I 02 . 2.5 40
20
. . 02 * i 30 s
Lo -& . ol 1.5 . * .
. s L . x . 1.0 ) B T S H
LGS e W g e S, IS M | | .
. - . L 1 -
[ e ——— 0.0 R 00 —L B 1Y | ——
12345678910 1 3 4 3 6T B 900 123456782910 123456782910
Jimun me<1500 1, n=10 Himn m<1500 1, n=10 Tt m<1500 r, n=10 Jimn m<1500 r. n=10
* CI3:2CI6 * CISOH/ICI6 ° CHC3 * CIS:ICI6
== = [Nl HOPMATHBHE THAMEHHA = = min HOPMATHEHE JHIFCHHA = = N HOPMATHBHE THAMEHHA = = INii HOPMATHBHE THANCHHS
= = Max HOPMATIBHE IHATCHHA = = max HOPMATHEHE IHATCHHS = = INAX HOPMATIBHE THATCHIA = = Max HOPMATIBHE IHATCHHA
Mokazumkn C8/C10 Toxazaun C4/C2 Moxasumkn C5/C3
50 0.1 = 0.6 =
a0 0.1 05 . .
———‘————.—— 0.1 . . DA e - e
30 0.1
s 03 .
20 - . - - 0.1 . . .
. o . 00 = = = P e b 0.2 =
1.0 0.0 ... 0.1
-
0 — === ————— Y e T o 0 ——————————-
1 23456738910 1 23 456789210 1 23 4546789100
Jim m<1500 r, n=10 Hite m<1500 r. =10 Jlimn m<1500 r, n=10
* C8/CI0 e C4/C2 * CSC3
= = il HOPMATIEHE IHAYCHHS = = min HOPMATHEHE IHATCHHA = = min HOPMATHEHE THITCHHS
= = Max BOPMATHBHE IHITCHHA = = max HOpMATHBHE JHATEHHS = = INAX HOPMATHEHE THATEHHR

Puc. 2. ToukoBa OLjiHKa AjarHOCTMYHMX aHaniTiB y | rpyni aitein
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Mokasunkn C14:1/C16 [Mokasunkun CONC16+C18)
0,3 40,0
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= = 10l HOPMATIBHE SHAYCHHA = == N HOPMATIBHE JHATCHHS
= = [Max HOPMATIBHE SHAYCHHS = = aX HOPMATHBHE IHATCHHA

IMokazuukn C18:1/C16 IMokasunkn C18:2/C16
4.0 = 3.0
3,5 25
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L ]
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1.0 ] . " °
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= = AN HOPMATHBHE IHATCHHSA = AN HOPMATHBHE IHATCHHA

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

3ycrpivasbHocTi 3pymens came III rpyna mama
MiHIMaJIbHI BIJIXWJIEHHS B MiHIMaJIbHOI KiJTbKOCTI
niteit mopiBuaHo 3 11 II rpynamu.

3asHadeni BUIE MIarHOCTUYHI aHATIITH BiJI-
noBiflatoTh 3a peasmzaiiiio takux CXOP, sax
nebimut  Ammi-KoA  gerizporenas  >KUpHUX
KHUCJIOT 13 JIy’Ke JIOBIMM BYTIJICIIEBUM JIAHITIO-
IOM, HEJOCTAaTHICTh KapHITUH-AIlUJIKAPHITUH
TpaHcyokasu, gaedinut Aruia-KoA pgerigpore-
Ha3W >KUPHUX KHUCJOT 13 CEPelHbOI0 JIOBKU-
HOIO BYTJIETIEBOTO JIAHIIOTa, Ae(MIlUT TiIPOK-
cu-armua-KoA feriziporenas >XKUPHUX KHUCJIOT
i3 JIOBTUM BYTJIEIIEBUM JIAHI[IOTOM, HE0CTaT-
HICTh KapHITUH-TIAJIbMiTOITpaHchepasu
tuny I, HeIOCTaTHICTh KapHITUH-IIAJIbMITOLI-
tpancdepasu tumy I, MHOXXKMHHA HemocTat-
micte Anmia-KoA gerigporenas abo riryTaposa
anuzaemia tuny I, i3oBasepiaHoBa aimuzemis.
JliarHocTUYHI aHa/IiTH NOPYIIEeHb OKUCHEHHS
JKUPHUX KUCJIOT Ta OPraHiuHUX alluypiid, iXHi
pedepeHTHi iHTepBaJI HaBeeHO B TabuIl 2.

Y pesysbrari 1POBEJEHOTO aHaJi3y MOXKHA
CTBEP/KYBATH, 110 HailbibIne BiAXUIEHD iarHo-
CTUYHUX aHATITIB Bifi pedepeHTHUX iHTepBaTiB
(17-OH uporecrepon; (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)), siki BiANmOBiAIOTH
3a MOKJIMBY peaslizallifo MOPYIIeHb OKUCHEHHS
JKUPHUX KUCJIOT T OPTaHIYHUX a1y piii, BUsIBJIE-
HO B [ rpymi giTe#t 3 ayske Manion0 Macow Tija mpu
HapOJKEHHi.

IMOBipHOIO NPUYMHOIO TiJBUIIEHHS PIBHA
17-OH nporectepony B HOBOHAPOKEHUX 13 JIyKe
MaJIOI0 Macol0 Tijia NPU HAPOJKEHHI € ITPOBE/ICH-
Hd aHTeHATaJbHOI TPOMITAKTUKN TIepeadyacHuxX
MTOJIOTIB 1 peakilisi Opra”i3aMy AUTHUHU Ha TOJIOTO-
BUIi cTpec. Bigomo, 1110 1mpu oHOoIIe i BariTHOCTI
i TepMiHOBUX TI0JIorax KoHIeHTpaitisg 17-OH npo-
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Puc. 4. ToukoBa OLiHKa AjiarHOCTUYHUX aHaniTie y Il rpyni giten

recTepoHy B CUPOBATIIi KPOBi JAMTUHU I1iJ[ YaC Ha-
POJIUKEHHST TiIBUIIEHA 31 IBUIKUM 3HUKEHHSIM
MPOTSITOM TEPIIMX KiJIBKOX MOCTHATATBHUX [i0
(puc. 5) [8]. OTxe, i yac MPOBeEHHS CKPUHIHTY
MPOTSTOM THepIuX 2 Ai6 KUTTS TOYHICTh JiarHo-
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Tabnuys 2

AiarHoCTUYHI aHaniTM NOpyLeHb OKUCHEHHSA XXMPHUX KUCJIOT Ta OpPraHiyHMxX auuaypiun,
iXHi pedepeHTHi iHTepBanu

AiarHoCcTUYHMK aHaniT

| CXOP

PedepeHTHi 3Ha4YeHHq

MopyLeHHs 0GMiHY XXMPHUX KUCIOT

C14:1/C16

(CniBBIOHOLIEHHA TETPaAELEHOINKap-
HITVIH/NaNbMITOINKapPHITUH)

C14:2/C16

(CcniBBIOHOLLEHHA TETPAAEKaaieHoinkap-
HITVIH/NaNbMITOINKapPHITUH)

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

(oediupnt Aumn-KoA neriapo-
reHas XXVPHUX KUCNOT i3 AyXe
[NOBIMVM BYIMELEBNM NaHLLo-
roMm)

C14:1/C16 — 0,09 mmonb/n

C14:1 - 0,52 MmOnb/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

(CniBBIAHOLIEHHSA ONeiNKapHITUH/Nanb-
MITOINKAPHITVH)

C18:2/C16

(CNiBBIAHOLWEHHA NIHENEKAPHITUH/Naslb-
MITOINKAPHITUH)

Carnitine-Acylcarnitine
Translocase Deficiency
(CACTD)

(HegOCTaTHICTb KAPHITUH-
AUWNIKAPHITUH TDaHCoKasn)

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 MMmOnb/N

C18:1/C16 — 1,28 mmonb/n

C18:2 — 1,15 mmonb/n

C18:2/C16 — 0,26 Mmonb/n

KapHiTuH BinbHWUIA (CO) — 7,4—84 MMonb/n
KapHitnH 3aransHuii — 24—188 MMonb/n
KapHiT/H BinbHUIA/3aransHuUm —
0,19-0,62 mmonb/n

C14:2/C14
(cniBBIAHOLEHHA
TETPaAeKaaieHOINKAPHITAH/
TeTpaneKkaHoINKapHITAH)
C14:1/C16
(cniBBIAHOLEHHA
TeTpaaeLeHOINKapHiT1H /
NaNbMITOIKAPHITUH)
C8/C10
(cniBBIAHOLEHHA
OKTaHOIKapPHITUH/

Medium — chain acyl — CoA
dehydrogenase deficiency
(MCADD)

(oediumt Aumn-KoA perigpore-
Ha3W XVPHUX KACNOT

i3 CePeNHbOID JOBXNHOI
BYIMIELLEBOrO flaHuora)

C6 — 0,26 MmOnb/n
C8:1 - 0,47 mmonb/n
C8 - 0,27 mmonb/n
C8/C2 - 0,01 mmonb/n
C8/C5—3,1 mmonb/n
C8/C10 - 3,31 Mmonb/n
C10 - 0,45 mmonb/n
C10:1 - 0,23 mmonb/n
C14:1 - 0,52 mmonbs/n
C14:2 — 0,17 mmonb/n
C14 - 0,7 mmonb/n

(cniBBIAHOLLEHHA
3-rapoKCUCTEaPOINKaPHITUH/
NaNbMITOIKAPHITUH)

[EeKaHOINKapHITUH) C16 — 14 mmonb/n
C14:2/C14 — 0,7 mmOnb/n
C14:1/C16 — 0,82 mmonb/n
C14:2/C161 - 0,33 MmOonb/n
C14:1/C16 — 0,09 mmonb/n
CO — 7,4-84 mmonb/n

C18-OH/C16 Long-chain hydroxyl-acyl-CoA |C12-OH — 0,16 MMmonb/n

dehydrogenase deficiency
(LCHADD)/(TFP)

(0ediumT rippokcmaumn-KoA
OerinporeHas XMpHMX KNCIoT
i3 JOBrMM BYMeLeBVM NaHLLo-
roMm)

C14-0OH - 0,13 mmone/n
C16-OH - 0,22 mmonb/n
C18-0OH - 0,11 mmonb/n
C18:1-OH - 0,15 mmonb/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 — 0,08 mmonb/n
C18:2-0OH - 0,4 mmonb/n
C18-0OH/C16 — 0,03 Mmonb/n

Co/(C16 + C18)

(CMiBBIOHOLWEHHA BiIbHOrO KAPHITUHY /
CyMW NaNbMITOINKAPHITLHY

Ta cTeapuikapHiTHy)

Carnitine Palmitoyl

Transferase Type | Deficiency
(CPTI, CPT1)

(HEOOCTaTHICTL KapHITUH-
nansMitoinTpaHchepasu Tmny I)

KapHituH BinbHWin Co — 7,4—-84 MMOnb/N
Co/(C16+C18) — 16,8 MmOnb/N
C2-97-96 mmonb/n

C18:1/C16

(CniBBIAHOWEHHA ONeinKapHiTH/
NanbMITOINKaPHITUH)

C18:2/C16

(cniBBIAHOLLEHHA NiHENEINKaPHITH/
NaNbMITOIKAPHITUH)

Carnitine Palmitoyl Transferase
Type Il Deficiency(CPT2)
(HegOCTaTHICTbL KAPHITUH-
nanbMiTOINTpaHchepasu

mny 1)

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 mMmonb/n

C18:2 — 1,15 Mmonb/n

C18:2/C16 — 0,26 MmMOnb/n

KapHitvH BinbHWiA (CO) — 7,4—84 MMOnb/n
KapHiTuH 3aranbHnin — 24—188 mmonb/n
KapHITVH BiNIbHWIA/3aransHnm —
0,19-0,62 mmonb/n
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IIpodosacenis mabauyi 2

LiarHOCTUYHWIA aHaniT |

CXOoP

| PedepeHTHI 3Ha4eHHSs

OpraHiyHi aunaypir

C4/C3
(CniBBIAHOLWEHHA BYTUPWIKAPHITUH/
NPONIOHINKAPHITUH)

Multiple Acyl-CoA

(CNIBBIAHOLIEHHS i30BaNepiNKapHiTUH/
NPONIOHINKAPHITUH)

Dehydrogenase Deficiency
(Glutaric acidemia type Il)

C4/C2 (MADD, GA-2, EMA)
(CNIBBIOHOWEHHA OYTUPWIKAPHITUH/ (MHOXVMHHa HeooCTaTHICTb
aueTUNKapHITUH) Aumn-KoA perigporeHas [nyra-
C5/C3 poBea aumaemis Tmn 1)

C4 - 1,33 mmonb/n
C5— 1,14 mmonb/n

C6 - 0,26 MmOnb/n

C8 — 0,27 mmonb/n
C10 - 0,45 mmonb/n
C12 - 0,62 MmMOnb/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
(CNiBBIAHOLUEHHS i30BanepinkapHiTuH/
NPONIOHINKAPHITUH)

Isovaleric academia (IVA)
(IsoBanepiaHoBa auMaeMIs)

C5 - 1,14 mmonb/n

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

31 iwml

Corticosterone Cortisol

|

Aldosterone

Placenta Adrenal/Gonads Peripheral Tissues
Cholesterol Cholesterol
| 7 N
Pregnenclone %ﬂne 170HPregnenclone  DHEA >  Pregnenolone  170H-Pregnenolone DHEA
! N P } - }
N
Progesterone  Progesterone 170H-Progesterone  Androstenedione  Progesterone 170H-Progesterone Androstenedione
p |, 2= | |
Deoxycortico- 11-Deoxycortisol Testosterone Testosterone
sterone (DOC)

[Mpumitki: 1) eTanbHUA IPOreCTepPOH, OTPUMAHWIA 3 MNaueHTW, CIyrye NnonepeaHnkoM ANd CUHTE3Y anbA0CTEPOHY | KOPTU30IyY; 2) BTpaTa akTMBHOCTI 21-MApokK-
cunasu NPUsBoAnUTbL 40 AedilunTy KOPTU30IY i anbA0CTEPOHY, a TakoX A0 MiABWLLEHMX PIBHIB 17-riapokcnnporecTepory; 3) BTpara aktmeHoCTi 11B-rigpokcunasm
NPU3BOAMTL A0 AeDIUMTY KOPTU30AY i anbAoCTePOHY; 4) v pasi aediunty 3BHSD2 cekpeTyeTbCs 3HayHa KilbKiCTb MPErHEHONOHY, 17-MApOKCMNIPErHEHON0HY Ta
DHEA. Llji ropMOHI NepeTBopoioTbCs B NepudepnHinx TkanrHax nia gieto 3BHSD-I, 1Wo npr3soamnTs A0 NiABULLEHHS piBHS 17-rigpokcunporectepory; 3BHSD-I
— 3B-riopokcucTepoigaerigporeHasda tiny |; 3BHSD-II — 3B-rinpokcucTepoinaerigporeHasa tiny Il; 170H — 17-rinppokcun; DHEA — aerinpoeniaHaApoCTEPOH.

Puc. 5. CxemaTtnyHa giarpama cTepoiforeHesy B MiaLeHTi, HaOHMPKOBMX | CTaTeBMX 3an03ax Ta nepndepryHnX TKaHNHaxX

Tabnuys 3
3Ha4YeHHs NOKa3HUKIB AiarHOCTUYHUX aHanITIB Yy AOCAiAXKYBaHNUX rpynax Aite, Mtm
Mpyna
DiarHocTuuHi aHanitm [ 1l ]} P
n=10 n=13 n=142

CniBBIAHOLWEHHS BiTbHOrO KapHITUHY / CyMU ManbMiToin- "

KapHITVHY Ta cteapunkapHitvHy CO/(C16+C18) 11,64+7.89 12,6+9,77 522+3,08 <005
CniBBIOHOLLEHHS TETPAOEUEHOINKAPHITVH/NanbMIToinkap- *

HiTvH (C 14:1/C16) 0,12+0,04 0,11+0,07 0,06+0,02 <0,05
CniBBiAHOWEHHSA ONeinKapHiTVH/NanbMITOINKapHITUH N

(C18:1/C16) 2,17+0,97 1,65+0,84 0,91+0,26 <0,05
CniBBiAHOLWEHHS NiHEeNeinkapHiTVH/NanbMITOINKapHITUH "

(C18:2/C16) 0,99+0,39 0,80+0,59 0,21£0,15 <0,05
MMpumitka: * — BiaminHocTi Il rpynn 3 1 1l rpynamum, npy P<0,05.
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CTUKH € BIJTHOCHO HU3bKOM. [loTeHIinanil BIJINB
Ha 3pocranHs piBHga 17-OH mnporecrepony mae
rinep6inipybineMisi, 3HeBOAHEHHs, achikcis mpu
HapOJIKeHHI, HEOHATAJIBHUU Ccelcuc, BiKpUTA
aprepiajbHa TPOTOKA, AIPEHOTEHITAJIBHUN CUH-
apom [6].

3a pesyJbraTaMu aHai3y OTPUMAHUX JAaHUX
BUSIBJIEHO HEJIIHINHY KOPEJNIiiHY 3aJIeKHICTh
PiBHA JIIarHOCTUYHUX aHAJITIB, a came JIOBroJiaH-
IIOTOBUX JKUPHUX KUCJOT 3aJIe;KHO BiJl MacH Tija
[IpU HAPOJIZKEHHI: y IPyIax /iTeil 3 MaJoo Ta JaysKe
MaJIof0 Macofo Tijla TPW HAPOKEHHI cepeHi 3Ha-
yenns nokasHukiB CO/(C16+C18); (C14:1/C16);
(C18:1/C16); (C18:2/C16) € mocToBipHO BUIIH-
MM TIOPIBHSHO 3 JIITbMU i3 3a/I0BIJIBHOIO Macolo
npu HapomkeHHi. Cepe/iHi 3HAYeHHST TTOKA3HUKIB
JIarHOCTUYHUX aHAMTIB 1 craHgapTHi MOXUOKU
CepPelHbOTO B TPHOX JIOCJI/IKYBAaHUX TPyTIaX HaBe-
neHo B Tabsu 3.

BucuHoBku

Orpumano nonepeani pesysasratn PHC i nipo-
aHajmizoBaHo miarHoctuyHi mokazHukm CXOP
Yy HOBOHApO/KeHMX. [HTepripeTartist J[iarHOCTUY-
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