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KnuHuyeckue macku HaceocmeeHHbIx 6os1e3Hell obmeHa
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KnnHunueckasa n na6opaTopHaﬂ ANArHOCTMKa HacneCTBEHHbIX 6ofie3Hell o6MeHa 3aTpyAgHeHa. B rpynne nayneHToB C OHK-
BepMd)I/ILI,I/IpOBaHHbIM ANarH030m oTMeYyeHa BblCOKaA PacnpoCTpaHeHHOCTb UMMYHONOIMMYeCKUX, HEBPOJTIOrMYECKNX N Hed)pOJ'IOI'I/I‘-IECKI/IX
HapyIJJEHVIVI Yy nayneHTOB AETCKOro Bo3pacTa. MNoBblWweHne 0cBEAOMNEHHOCTI CNELANNCTOB U AOCTYNHOCTb MeTabonnyeckmnx TeCToB
MOXET CnocobcTBOBATL paHHe|7| anarHocTtuke. Metogpbl CeKBEHMNPOBaAHMA HOBOIO NOKONEHUA 0651aZaloT BbICOKOW ANarHOCTUYECKO
LEeHHOCTbIO.
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Clinical and laboratory diagnosis of hereditary metabolic diseases is difficult. In the group of patients with DNA-verified diagnosis, a high
prevalence of immunological, neurological and nephrological disorders in pediatric patients was noted. Increased awareness among
health care workers and the availability of metabolic tests can facilitate early diagnosis. NGS methods show high diagnostic value.
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BBepgeHune

acsiencTBeHHbIe 6os1e3HM ooMeHa BetecTB (HBO) —
MOHOTEHHBIE 3a00JIeBaHMS, TIPU KOTOPBIX U3MEHE-
HHUE MeTabOJMIECKOTO IMyTH BEACT K OMOXMMUIe-
CKMM M KJIMHIYECKIM OTKJIOHEHUSIM C BBICOKMM PUCKOM WH-
BaIMIM3ALMU U cMepTHOCTH [1]. JlnarHocTrKa ocHOBaHa Ha
HecTeIn(UUECKX CUMITTOMAX, ¥ 4acTo TpeOyeT crieludu-
YECKOro MeTabOoIM4YecKoro TecTupoBanus [2,3].
ennb: nzyyenne kamanyeckux penorunos HBO c ne-
JIBIO TIOBBIIICHUE PAaHHEH BBISIBJISIEMOCTH.

MeTopb!

ITpoBeneH peTpOCTIEKTUBHbBIN aHAIN3 KITMHUYECKUX
nanHbix 39 nauuenToB ¢ JJHK-BepubupoBaHHbIM qU-
arHo3zom HBO B Bo3pacre ot 2 mec. no 39 net (6,1£9,5),
M(0,95): 2K(1). AHK nuarHocTvKa BbIIOJHEHA METOAAMU
TMOJIHOTO CEKBEHUPOBaHUs 3K30Ma (30) U mMoJIHOTO CeKBe-
HUpoBaHUs TreHoMa (9).

Pesynbrathbi

ITo Bo3pacty 76% naLmeHTOB pacIIpeie/sieTcs: B IpuMep-
HO paBHBIX JIOJISIX B IPYIIILI IeTeit 1o 1 roxa, 1-3 u 4-6 siet.
Benynimii KIMHUYECKUIA AMArHO3 MPU HATIpaBIeHUM Ha re-
HeTUYecKoe uccienoBanue y 31% — nepBUYHbIC UMMYHOJIE-
¢urmtHbie coctosiHus (ITUJIC) B coueTaHum ¢ 3aaepKKOM
nicuxopeyeBoro pa3sutus (3T1PP) — 5% u snunentuyeckoit
sHuedanonatueii (DDI1) — 5%. Ha cunapoManbHbIe U He-
nuddepeHumpoBanHbie hopmbl SITPP, D311 u Heliponere-
HepaTuBHbIe 3a00JieBaHusT IpUXoauTest 1o 15%, 8% — pa-
XUTOMOMOOHBIE U 5% — HEPBHO-MBILICUHbIC 32a00JICBaHMSI.

Pesynbratel JHK-ararHocTiky puBeIecHbI B TA0MIIE.

BoisiBnensl BapuanThl B reHax HBO ¢ ayTocomHo pe-
LIECCUBHBIM — 76,9% (1/2 — TOMO3UTOTHbIC BAPUAHTHI),
X-cuermneHHbIM — 10,3%, MmutoxoHapuaibHbeiM — 10,3%,
JTOMMHAHTHBIM —2,6% ThIaMu HacjaeI0BaHUs.
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O6cyxpaeHne

VY 1/3 HampaBlIeHHBIX Ha 00CJeIOoBaHUE TallueH-
toB HBO ykaszaHna B nuddepeHIMaibHOM AUaTrHO3E.
[Tpu ITUJIC HBO 3anomo3pena y Bcex neteit ¢ DI, mipu
HEBPOJIOTMYECKUX HAPYILIEHUSIX TOJIbKO Y 1 13 6, 4TO MOX-
HO OOBSICHUTB PacIIpOCTPaHEHHOCTBIO Apyrux hopm DDII
B npakTrke HeBponoros. HBO He rmogo3peBanack mpu pa-
XUTOIOMOOHBIX 3a00IeBaHUAX. MeTraboamueckast IMarHo-
CTHKa M3-3a OTPaHUYCHUS ITUPOKOTO IPUMEHEHUSI HE UC-
roJib3oBazach 10 HarpaBiieHus Ha NGS. [ToBbllieHue oc-
BEIOMJICHHOCTH Pa3TMIHBIX CITICIIMAIMCTOB O MPOSIBJICHUSX
HBO 1 noctyrmHOCTh META0OJNUECKUX TECTOB MOXKET CITO-
COOCTBOBATh paHHEMY BBISIBIICHUIO.

BbiBoAbI

HBO vanie nuarHocTupyroTcs B I€TCKOM BO3pacTe,
COIMPOBOXIAIOTCS HECTTeLU(PUIECKON KITMHUYECKOU Kap-
TUHOI. B OTCYTCTBUM OOIIENTPUHSTOrO B KJIMHUKE aJrO-
pUTMa META0OINYECKOTO 00CIIEIOBAHUS TIPHU OIPENEIEeH-
HbIX (DEHOTUIIAX UMMYHOJOTMYECKUX, HEBPOJIOTUYECKUX
u Hedposornueckux 3adboneBanuii, WES u WGS umerot
BBICOKYIO JUArHOCTUYECKYIO IEHHOCTb.
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Ta6nuua. Pesynbtatbl IHK-grarHoctukm
Table. Results of DNA diagnostics
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MUTOXOHIPUATILHBIX KOPAKTOPOB

I'pynna HBO Yacmoma Ten Tenomun
%
HapyeHust aerpagaiimmy cIoXHBIX MOJEKYJT ARSA c.418dup / c.607T>C
c.998A>G/
chr3:33080719 — 33126992del
GLBI ¢.699del / ¢.765G>C
¢.808T>G / ¢.765G>C
23.1% ¢.805G>A / c.805G>A
HEXA
c.1106+1G>A / c.521A>G
SMPD1 c.1166G>A / c.1166G>A
¢.622C>T / ¢.509-1G>C
TPPI
¢.622C>T / ¢.622C>T
HapyueHust oOMeHa aMUHOKUCIIOT CTNS c.518A>G / c.518A>G
SLC7A47 c.625+1G>A / c.625+1G>A
12,8% GCDH ¢.680G>A / c.680G>A
MMUT ¢.655A>T /¢.1183G>C
DHTKDI1 ¢.2383dup/c.2383dup
Hapyiuenust tunuaHoro ooMeHa c.46G>A /c.836T>C
HSDI17B4
c.46G>A / c.46G>A
10,3%
c.1129G>A /¢.1129G>A
MVK
c.1129G>A / ¢.119G>T
Myrauuu MmTIHK MT-ATP6 m.8993T>G
MT-ND6 m.14484T>C
10,3%
MT-TL1 m.3303C>T
MT-TK m.8344A>G
SAnepHo-KoaupyeMble HapylIeHUs OKUCIUTEbHOTO SCO2 c.418G>A / c.418G>A
docdopuniposatms 7,7% ¢.240+1G>T / c.870dup
SURFI
c.552del / ¢.380A>C
HapyieHust ooMeHa yriieBomoB €.699C>G / ¢.699C>G
SLC3744
7,7% c.1015G>T / c.85A>G
PHKA2 ¢.3632C>T
HapyieHus skcrpeccuy MUTOXOHIPUATBHBIX Te- 51% PUSI ¢.636_637insT / ¢.636_637insT
HOB Y TRITI c.979C>T / ¢.967C>T
HapyiieHust KOHTpOJIsl KauecTBa MUTOXOHIpUAIb- c.1532A>G
HBIX OEIKOB 5,1% CLPB
¢.1293dup / ¢.659G>A
Hapyuienust oomena menu chrX:77998477-7801588 1del
5,1% ATP7A
chrX:78008000-78022000del
Hapyuenust peruinkauuu u nomaepxanust MtJHK 5.1% TK2 ¢.547C>T / ¢.547C>T
e POLG ¢.3286C>T / ¢.3286C>T
BpoxneHHbIe HapyIIeHUsI TTIMKO3WIMPOBAHUS 2,6% MAGTI c.565C>T
HapyieHust ooMeHa BATAMUHOB 1 KOGaKTOPOB 2,6% MMACHC c.271dup / c.800G>A
HapyieHust GuocuHTe3a 2.6% 004 c.718C>T / c.402+5G>A
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