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Pesrome

CepbésHulii 6kaad 8 cmpykmypy 3a6o1e6aemocmu, cMmepmuocmu demetl 8HOCSIM HAC/1e0CMEeHHble Namo.102uu,
Audupyrom cpedu KomopbulX HaciedcmeeHHble 601e3HU 06 MeHa seujecms, Xapakmepusyrujuecsi 8bICOKOU Je-
ma/sbHOCMbI0.

Llesnb uccaedosanus. M3yyums vacmomy ecmpevaemocmu, Cmpykmypy u KAUHUKO-1a60pamopHsle MapKepbl
HacsiedcmeeHHbIX 60/1e3Hell 06MeHa sewjecmas y demeti nep8o2o no/1y200usi c N0003peHueM Ha daHHY0 NAMo/102Ui0.
Mamepuanast umemodsl. [IposedéH pempocnekmugHblli aHau3 ucmopuli 6ose3Hetl (popma Ne 003/y) u ouHb!ll
oCMOMp NAyueHmos8, Hanpag/ieHHbIX HA UCCAed08aHUe KPO8U MemodoM MAHOeMHOU Macc-cCneKmpomempuu,
omdesieHutl xupypauu N2 2 0151 HOBOPOHCOEHHbBIX U HEOOHOUIEHHbIX demell U Namo/102UU HO80POXCOEHHbBIX demell
OI'AY3 «'opodckas HeaHo-MampéHuHckas demckast KAUHU4eckas 60abHuya» 2. Upkymceka.

Cmamucmuyeckasi o6pabomka mamepua.na npogedeHa c NoMoublo npozpammel Statistica 7.0.

Pe3yaemambl. 3a 2019 2. Mvemodom maHdeMHoOl Macc-cnekmpomempuu 06¢1edo8aH 21 pe6EHok ¢ nodo3peHuem
Ha HacsedcmaeHHble 601e3HU o6 MeHa sewjecma. B 100 % cayuaee ommeyuancsi, KaK MUHUMYM, 0OUH U3 OCHOBHbIX
KAUHUYeCKUX Kpumepueg HacsedcmeeHHblX 6o1e3Hell oomeHa seujecms: y 67 % demell - cenamomezanus
8 COYeMaHuUU C NOBbIUIEHUEM YPOBHS NEYEHOYUHbIX hepMeHmo8, y 43 % MaadeHyes pe2ucmpuposasicst 0msi2ouéHHbIL
HacsedcmeeHHbll aHaMHe3 u Mmemaboauveckull ayudos,y 33 % evis81eH0 8He3anHoe yXyoduleHue COCMosiHUs nocae
nepuoda HopmabHo20 paszsumusi, 8 24 % cayuaes — cunozaukemus, y 14 % — aHomaabHblll 3anax movu, meada, 8 4,7 %
c/yvaes — nogbluleHUe KemoHo8bIX meJ 8 Kposu ujau moye. Y ecex demell 8bisie/1eHO om 3 3o 7 00N0THUMEAbHBIX
Kpumepues, 8/50WUXCSI NOKA3aHUeM 015 06¢1e008aHUS HA Hac1edcmBeHHble 60.1e3HU 00MeHa Bewecms.
Pe3yavmameul uccnedosaHus 8bis18uu 5 demeti ¢ HAC1€0CMBEHHbIMU 601E3HAMU 00 MeHA 8ewecms, a UMEeHHO
o06MeHa amuHokucaom. Y 90 % u3 HUX ume1cst 0ms2o0WéHHbIU HaciedcmaeeHHbll aHamHe3, 100 % demetl umeau
conymcmeyouyio namo102uio - XoJ1ecmamu4eckue nopasjceHusl neyeHu, aHemuu, OmKpblimoe 08a/16Hoe OKHO U
dpyaue.

3akawuenue. Hecmomps Ha mo, Ymo duazHocmuka HaciedcmeeHHblx 60/1e3Hell 06mMeHa eeujecmea 0o 803HUK-
HOBEHUsl NepablX KAUHUYECKUX NPOsi8AeHUll uMeem 02pOMHYI0 3HAYUMOCMb, 8 HACMOosiuee 8pemMs npobaema
0p2aHU3ayUU CKPUHUH2a CO0epaicum MHO20 HepewéHHbIX 80NPOCOB.

Kawouesvle cio08a: HacsiedcmeeHHble 60/1€3HU 06MeHa eewjecma, Hac/1edCmeeHHAas namoJoaus, maHoemMHas
Macc-cnekmpomempusi, demu nep8o2o noay200ust HU3HU
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Abstract

A significant contribution to the morbidity and mortality of children is due to hereditary pathology, which is manifested
by high mortality.

Aim of the research. To study the frequency of occurrence, structure and clinical and laboratory markers of hereditary
metabolic diseases in children of the first half of the year with suspicion of this pathology.

Materials and methods. A retrospective analysis of case histories (form No. 003/y) and a face-to-face examination
of patients directed to blood tests by tandem mass spectrometry, from Surgery Unit No. 2 for Newborns and Premature
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Babies and from the Unit of Pathology of Newborns, (Ivano-Matryoninskaya City Children’s Clinical Hospital, Irkutsk).
Results. In 2019, 21 children with suspected hereditary metabolic diseases were examined using the tandem mass
spectrometry method in the above mentioned departments. All of them had at least one of the main clinical criteria
for hereditary metabolic diseases: 67 % had hepatomegaly in combination with an increase in the level of liver enzymes,
43 % had a hereditary history and metabolic acidosis, 33 % showed a sudden deterioration after a period of normal
development, 24 % had hypoglycemia, and 14 % had an abnormal urine or body odor, in 4.7 % of cases there was
an increase in ketone bodies in the blood and (or) urine. All children identified from 3 to 7 additional criteria, which
are indications for examination on the hereditary metabolic diseases.

The results of the study revealed 5 children with hereditary metabolic diseases namely amino acid metabolism. 90 %
of them had a burdened hereditary history, 100 % had a concomitant pathology - hepatitis and cholestatic lesions
of the liver, anemia, an open oval window and others.

Conclusion. Despite the obvious economic and medical significance of preclinical identification of patients with
hereditary metabolic diseases, the screening problem contains many open questions that need to be addressed at all
levels of the organization.
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BBEAEHUE

B coBpemeHHOM MMpe HacneacTBEHHAs natonorua
BHOCWT 3HaUMMBbI BKNag B CTPYKTYpy 3aboneBaemocTy,
CMepPTHOCTV U OrpaHNYEeHUA COLManbHOM aganTaumm eTeu.
HacnepcteeHHble 6one3Hu (HB) — 310 rpynna 3abonesaHuii,
KOTOpble BO3HUKAIOT M pa3BMBalOTCA BCIeACTBUE N3MEHEHNI
(pa3nuuHbIX MyTauwmil) B reHoMe YenioBeka. Mo xapakTepy
MyTaLmi 6051e3HN 06MeHa MOXHO pa3aenTb Ha MOHOTeH-
Hble HacNleACTBEHHbIE, MUTOXOHAPUANIbHbIE, XPOMOCOMHbIE,
a Takxe MynbTdakTopUuanbHble 6one3HN. BaxxHO NoHMMaTb
pasHuly mexgy Hb 1 BpoXKaEHHbIMIN aHOManAMu, KOTopble
BO3HUKWN BCIeACTBME KaKMX-TMOO BO3AENCTBUIA Ha Mof
BO Bpems 6epeMeHHOCTU, Hanpumep, MHpeKuun (KpacHy-
Xa, TOKCOMIa3mo3) Uiv NPUEmM passinyHbIX 1eKapPCTBEHHbIX
npenapaTtoB. B nocnefHee gecatunetne KONMYeCTBO 3a-
pPerncTpUpoOBaHHbIX HACIeACTBEHHbIX 6ONe3Hel 3aMeTHO
BO3POC/I0, MPUYEM MHOTME U3 HUX BNEPBbIE NPOABUINCD
He B paHHKe rofbl >XM3HU, a 3HauMTeNnbHO no3gHee [1, 2].

Bknap HacneacTBEHHbIX U BPOXAEHHbBIX Oone3Hen
B CTPYKTYPY MNageHYeckon 1 feTCKON CMepTHOCTY B pas-
BUTbIX CTpaHax BenuvKk. Cpefn OCHOBHbIX MPUUYUH CMepPTH
B BO3pacTe Ao 1 roga fonsa nepuHaTanbHbiX GakTopoB co-
cTaBnseT 28 %, BPOXAEHHbIE 1 HACNeACTBEHHbIE 6ONe3HM
cocTaBnfAoT 25 %, CUHAPOM BHe3anHou cMepTn pebéHka
—22%, nHdekumm —9 %, gpyrue — 6 %. [3]. Y peTein B Bo3pac-
Te OT 1 rofa A0 4 neT Befylyee paHroBoe MecTo 3aH1MaloT
HecuacTHble cnyyvau (31 %), NMANPYIOT Tak»Ke BPOXAEHHbIE
W HacneACTBEHHble 6one3Hu (23 %), onyxonu (16 %), nHodek-
uun (11 %), opyrne NpUUYNHbBI COCTABAAIOT TONbKO 6 % [2].

[lns HacnepcTBeHHbIX 6onesHen BO3 onpeaenvna ceou
UCKITIOUUTENbHbIE MPU3HAKK:

® B 6OJIbLIMHCTBE ClyYaeB NPOCNEXNBAETCA CEMENHbIN
xapakTtep, npuyém ¢akr BbiaBneHma Hb Tonbko y ogHoro
N3 UNIEHOB CEMbM HE MOXET UCKITIOUNTb HaCNeaCTBEHHOIO
XapakTepa 3Toi 6one3Hun (de novo myTauma, noasneHue
peLeccrBHO FOMO3UIoTbl);

® XapaKTepur3yeTcA HEYKJIOHHO MPOrpeccrpyoLmm,
peLnaBpPYOLLM, XPOHUYECKNM, ANUTENIbHO He Noaaato-
LLMMCA NEYEHMIO, @ TAKXKE MHBaNNAN3NPYIOLWUM TeYeHeMm;

® CUCTEeMHOCTb 3aboneBaHusa (MopaxeHbl, 06bIYHO,
HEeCKOJIbKO OPraHoOB 1 CUCTEM);

® Hanuuune OT/IMYNUTENbHbIX, XapaKTepPHbIX TOJIbKO AJ1A
3TOro 3ab60sieBaHMA CMMNTOMOB (MOTEMHEHVE MOYM Ha ne-
NEHKax — NPW ankanToHypuu, MbILWWHBIA 3anax — npu ¢e-
HUNKETOHYPUN 1 Ap.).

Ewé HeckonbKo neT Ha3ag OCHOBHbIM METOOM MOoCTa-
HOBKM gnarHo3a Hb 6bin HeoHaTanbHbI CKPUHUHT. Ho C Ha-
Yanom peanu3alum NPOrpaMmbl MO CTPOUTENBbCTBY NepUHa-
TallbHbIX LLIeHTPOB 3-r0 YPOBHSA aKTUBHO Hayasna pa3BuBaTbCA
OMarHOCTMKA HacNleACTBEHHOWM NAToNOrK, CTanu LWMPOKO
BHEAPATCA METOAbl MeVIKO-TEHETUYECKOTO KOHCY/BTUPO-
BaHuA. MoABMNaCb BO3MOXHOCTb CO3[aHMA MELMKO-TeHe-
TUYecKmx labopatopuii, KOTopble NO3BONMIM 06EeCneUnTb
PaHHIo, [OCUMMATOMHYIO (JOK/IMHUYECKYI0) AMArHOCTUKY
wrpokoro pAaga Hb. B cBoém pa3BuTUM 3HAUNTENBHO NPO-
OBUHYNWCb Y METOAbI ANArHOCTUKM 10 MOMEHTa MMMJIaHTa-
LnY NOLHOTO AL B CTEHKY MaTKuW. B HacToAwmiA MOMeHT
OpraHr30BaHa MHOTOYPOBHEBaA CUCTEMA, HarnpaBeHHasA Ha
npepoTBpalleHune passuTra Hb, KoTopas BKtovaeT B cebs
MeAUKO-TeHEeTMYECKOe KOHCYNIbTUPOBaHKe, MPeKoHLenuu-
OHHYI0 NPOdUNAKTMKY, NPeHaTanbHylo AUarHOCTUKY, ANC-
naHcepmr3aLmio NaLNEeHTOB U X POACTBEHHUKOB, CKPUHWHT
Yy HOBOPOXKAEHHBIX JeTel pafa HaceACTBEHHbIX bone3Hel
obMeHa BeLecTB, 4j1s KOTOPbIX pa3paboTaHbl MeToabl He-
Me[VKaMeHTO3HOWN 1 NleKapCTBEHHOW Tepanuu. AKTUBHOe
NMPVIMEHeHVE 3TOI CUCTEMbI Ha BCEX YPOBHAX HAbNIoaeHNA 3a
6epeMeHHbIMY 00eCneynno CHKEHME YaCcTOTbl POXKAEHUS
[eTel C BPOXKAEHHBIMU MOPOKaMU Pa3BUTUA 1 HACIeACTBEH-
HbIMK 6051€3HAMU Ha 60-70 % [2-4].

Cpeav HacneacTBEHHbIX 3a601eBaHNI 3HAUUTENBbHbIN
yOenbHbI BeC 3aHMMALOT HacefcTBEHHble 60ne3HN 0bMeHa
Bewlects (HBO) — cy6bekTbl bepepaumin Poccnm gatoT noka-
3atenu ot 1:1000 go 1:1500 HOBOPOXAEHHDBIX. [InAa gaHHOM
rpynmbl 3a6051eBaHNN XxapakTepPHO OCTPOE Hayasno, BO MHO-
rMX CJyYasx ¢ HEOOPATUMbIMY MOBPEXAEHUAMN HEPBHOW
CUCTEeMbI, @ TaKXe BbICOKas NeTaJIbHOCTb, 0CO6EHHO B nep-
BbI rof] Xun3HuW. 3auacTyto HBO nexat B 0CHOBe BHe3arnHowm
aetckon cmepTn [5, 6].

HacnepncrtBeHHble 6one3Hn obmeHa BelwecTBs — MHOMo-
UYNCNEHHDBIV KNacC HacefCTBEHHbIX MOHOTEHHbIX HapyLue-
HWIA, BbI3BAHHbIX MyTaLUAMY B FeHax, KOaUpYoLWmx pepmeH-
Tbl U/unu gpyrne 6enku, yyactasyowye B onpeaenéHHom
CJI0XKHOM MeTabonmyeckom nyTu.

BO3 npepanaraeT B NpakTMYeCKOM NPUMEHEHUN KNacCu-
durKaLmio, BKNIOYaIOLLYIo CriefyioLme rpynmbl HaCneACTBEH-
HbIX 6one3Hen obmeHa:

e 0O0JIe3HM, BO3HUKLWMNE BCNEACTBME HAapYLIeHNs
obmeHa aMVHOKMCNOT (GEHWNKETOHYPUSA, TMCTUANHEMNUSA,
TpuntodaHypua n ap.);
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® 60JIe3HN NYPUHOBOIO 1 NMNPAMUGUHOBOTO OOMeHa
(nedunuunt B-ypengonponuoHasbl, cuHapom J1Ewa — HuxeHa);

e 6o0se3HN NMNMAHOro obmeHa (6onesHo lowe, churH-
romuennHos, bonesHb Tes — Cakca, HacnieACTBEHHas runep-
XonectepuHemMus);

® (60/e3HV HapYLLEHWS YTNEBOAHOIrO 06MeHa (ranakTo-
3emus, GpyKTO3ypus, NEHTO3YpPUA, MyKOMOMCaxapugosbl);

e GonesHu nopdurprHoBoro n GunnpybrHosoro o6-
MeHa (cuHgpom Kunbbepa, akatanasus, cuHgpom Potopa,
nopdvpuv 1 Ap.);

e 001e3HM BMOCNHTE3a KOPTMKOCTEPOMAOB (agpeHore-
HUTANbHbIA CUHAPOM, TMNOANIbAOCTEPOHU3M U Ap.);

e Gone3Hu 3puTpoHa (aHemus QaHKOHM, remonuTYe-
CKre aHemMuu, AeduunT rKko3o-6-pocdataernaporeHasbl
nap.;

e OonesHV obMeHa meTannoB. (6ose3Hb BunbcoHa - Ko-
HoBanioBa, 6onesHb MeHKeca, ceMeliHbIN NepProANYECcKUin
napanuy u gp.);

e 6ONe3HN TpaHCMopTa CUCTEM NMoyeK (bonesHb
ne ToHu - [lebpe — ®aHKOHU, TybynonaTum, BUTaMnH
D-pe3ucteHTHbIN paxuT u ap.) [2, 71.

OTnnumMTeNnbHOWM YepTol 3TON rpynnbl 6onesHen AB-
NAeTCA Hannumne BbicOKOCNeunPUYHbIX BUOXMMUYECKUX
MapKepoB 3ab0fieBaHNIA, Ha BbIABNEHNM KOTOPbIX 1 6a3u-
pyeTcs B NepByto ouepenb Ux nabopaTtopHasa ANarHOCTMKA.
OpHako knuHuyeckne npoasneHma HBO He Bcerpa cneu-
NPUYHBI 1 Hanmume GOJbLIOTO YMCSIA reHo-1 GeHOoKoMui
ABNAETCA 0OBEKTMBHON MPUYMHOW, 3aTPYAHALLEN TOUHYIO
[MarHocTuky 3Tmx 3abonesaHuin. B page cnyyaeB faHHble
3ab0neBaHMA NPOTEKAOT NOA MAacKoW MHPEKLMOHHBIX 60-
ne3Hen, NeTCKOoro uepebpanbHOro napanuya, anunencum
[9]. MHOrMe 60onbHble, He MONYYB BOBPEMA NPaBUIbHbIA
[MarHo3 1 COOTBETCTBYIOLLEE fleueHre, normbatot. Ocoboe
BHUMaHMe K 3TOMY Knaccy 3aboneBaHUn CBA3aHO elyé
1 C Tem, 4yto Ana mHormx ¢opm HBO yxKe co3paHbl NpoTo-
KOJbl B neyeHnn. K cambiM MHOFOUYNCIeHHbIM Knaccam HBO
OTHOCATCA HapyLIeHVA 06MeHa OpraHNYECKX KNCIOT, aMu-
HOKUCNOT 1 AepeKTbl MUTOXOHAPUANIBHOTO B-OKUCIEHUS.
[HanHble rpynnbl Hb xapaKTepun3yloTca BbICOKOW YacTOTOMN
BcTpevaemoctn — 1:2000-1:3000 »1BbIX HOBOPOXKAEHHDIX.
Mpuruém ana sHauYMTENbHON YacTV 3TUX 3aboneBaHuUI paspa-
60TaHbl 3G PEKTUBHBIE METOAbI leueHs (Hanpumep, AeTa,
bepMeHTbl, BUTaMUHbI), Pe3yNbTaTbl KOTOPOro 3aBUCAT OT
CPOKOB MOCTAaHOBKM MarHO3a U CBOEBPEMEHHOIO HasHa-
YeHus Tepanuu [8, 9].

[narHoctuka 6a3vpyeTca B NepByto ouepeab Ha KOM-
NAEeKCHOW OLeHKe KIMHNYECKUX M TAbOPaTOPHbIX AaHHbIX.
Pe3ynbraTbhl aHanm3a pofoC/IOBHOW, N3yYeHNA aHaMHe3a,
KNMHMYEeCKoro obcnenoBaHns pebéHka ¢ onpepeneHnem
XapakTepa TeueHusa 3aboneBaHns U 0COBeHHOCTEN Knn-
HUYECKNX NMPOABEHMIN JAOT OCHOBaHME AJf1s BbIpaboTKM
anroputMa nposegeHns AnddepeHunanbHOM ANarHoCTKy
N CTPOro onpenenéHHoro nabopatopHoro obcenoBaHuA
y reHeTuka. B cnyvae, ecnu Bpau 3anopo3pun y pebénka
HBO, ewé okono aecaTn NeT Hasaf AvarHocTuka anAa nog-
TBEpXAeHNA 6onesHn ABNANACb CIIOKHbBIM, TPYAOEMKIM
NpoLueccoMm, BKOYAOLWUM Lenblii pag 4OPOrocToALmX
NccnenoBaHUN, pe3ynbTaTbl KOTOPbIX MPUXOAUNOCH KAaTb
Nno HeCKONbKO Heaenb, OHM OblM HecneunduyHbl 1 nocne
NoyYeHUs NOSIOKNTENIbHBIX TECTOB TPeboBanach JOMOHN-
TenbHaA AMArHOCTUKa Ana ytouHeHus suga HbO. C 2011 .
ana ckpuHuHra HBO cTtanu NpuMeHATb MeToh TaHAEeMHOM
Macc-cnektpomeTpum (TMC), a ¢ 2013 r. gaHHbIN MeTOA Ha-

Yyan aKTMBHO MCMOJIb30BaTbCA AJIA MacCOBOrO CKPUHMHIA
B I. MockBe, a B nocneayoLyme rogbl U B permoHax.

Macc-cnektpometpus (MC) npepctaBnseT coboi aHa-
NNTUYECKNIA METOA, KOTOPbI MO3BONAET ONpeaenaTb CTPYK-
TYpPY, KOHLEHTPALWIO UM MONEKYNAPHYI Maccy MOJIEKY
W VX YacTuL, Nocie TpaHchopmaLmv B MOHbI. [laHHbI MeTof
NpVYMeHAeTCA ANA UCCNefoBaHNA COefMHEHUN, KOTopble
MMEIOT MOXOXKME MOHbI NN MOSIEKYIbl, HaNnpUMep, aMUHO-
KMUCNOTbl UM auUIKapHUTKHDI, NPUYEM B OOHOM aHanmse
3a HebOobLUIOV MPOMEXKYTOK BPEMEHU (2—3 MUHYTbI) MOXXHO
OLEHUTb HECKONTbKO FPYNn XMMNYECKNX dneMeHTOoB. Bcé aTo
obecneumBaeT MacCOBOCTb 1 6OSIbLLYIO MPOMYCKHYHO CMOCO6-
HOCTb. ELé ouH nntoc 3Toro cnoco6a AnarHoCTUKM — HU3Kas
CTOMMOCTb OAHOMOMEHTHOTO MCCIeloBaHNA Ha 60SbLLION
Knacc 3ab6oneBaHuWIi, MO CPaBHEHUIO C APYTUMU GUINKO-XN-
Muyeckumn metogamu. Cnoco6 MC akTMBHO MCMNoNb3yeTcA
[N1A MacCOBOrO U CENEKTUBHOIO CKPUHMHIA Takux rpynn
HBO, Kak amnHoaumaonaTuy, aunaypun, HapyLeHna Mu-
TOXOHZpWanbHoro -okucneHnsa. OCHOBbIBAsACb Ha MeToae
MC Takxe pa3paboTaHbl cnocobbl ANarHOCTMKM GonesHen
NypPVHOBOIO U MUPVYMUANHOBOIO 0OMeHa, AedpeKTOB IM30COo-
MaJibHbIX PepPMEHTOB 1 MHOTUX ApYTruX 3abonesanHunii [1, 10].

He BbI3bIBaeT cOMHeHUA TOT paKT, uto Metog TMC — Han-
60nee npmemnemblii Cnocob MaccoBow AnarHocTrkm. TMC
no3BosAeT GbICTPO NPOAHANN3NPOBATh B HE3HAUNTENIBHOM
06bEMe 61MoNornyeckoro mateprana 60sbLoe KOIMYeCcTBO
coefuHeHn, MapKupyowmnx pasHble knaccol HBO. Bos-
MOXHOCTV TMC 3HauMTENbHO MOBbIWAKT 3GPEKTUBHOCTD,
a TaKkXKe CreKkTp ANArHOCTUPYEMbIX NMPU KauyeCTBEHHbIX
Tectax ¢ Mmoyor 3aboneBaHuii. OgHako B 6GOMbLINHCTBE
C/lyyaeB NpU MOJNIOKUTENbHBIX pe3ynbTatax Heo6Xxo[MmMo
[OMONHUTENbHOE NpuLenbHoe obcnefoBaHMe NaureHTa Ha
BbIAAIBIEHHYO NaTONOTUIO.

B HacToswee Bpema o6cnenosaHune Ha TMC goctynHo
BceM aeTam Poccuinckon Mepgepauun fo 18 net, umetowum
nokasaHusaA K ckpuHuHry Ha HBO. B cooTBeTCTBMYM C NpOTO-
KOJIOM OpraHu3aunn obcnepoBaHma (pekomeHgaumy BO3)
BbIJeNIAIOT OCHOBHbIE 11 AOMOJSIHUTENIbHbIE KIIMHUYeCKmne
Kputepuum.

OCHOBHbIe KIIHUYECK/e KpUTEPUM, Heobxoanmble
[1A NOCTaHOBKM AMarHo3a, BKIOYaloT:

1. BHe3anHoe yxyAlueHne KNMHUYECKOro COCTOAHMA
pe6éHKa nocne nepuofa HOPManbHOrO PasBUTUA (CYTKN,
Hepenu, MecALbl), @ UMEHHO:

® OCTpYylo MeTabonmMueckyto sHUedpanonaTuio;

® HapyLleHMA CO3HaHMA (conop, neTaprus, Koma);

® Cy[opOry, Pe3nCTEHTHbIE K aHTMINUNEeNTUYeCKon
Tepanuu.

2. Tenatomeranuio (renatocnieHoMerannio) B coyeTa-
HWV C NOBbILLIEHVEM YPOBHSA NeYEHOUHbIX bepmeHTOB (AnAT,
AcAT) 6onee yem B 1,5 paza OT HOPMbI.

3. AHoManbHbI (cneunduryecknin) 3anax Mouu, Tena,
YLLIHOW Cepbl.

4. HapylueHuna pocTa BOMOC, anoneymio.
MeTabonuuecknii aungos.

[unornukemuio.
MoBblLWeHne KeTOHOBbIX TEN B KPOBU 1 (1K) MoYe.
MHoXeCTBeHHble nepesiomMbl.

9. [leTCcKylo CMepTHOCTb B ceMbe OT 3aboneBaHui
CO CXOOHbBIMU CUMMATOMaMM.

CyLecTByeT 610K OMNONMHUTENbHBIX KPUTEPUEB:

A. Hesponoruyeckme cMMATOMbI:

® 337eprKKa NCXOMOTOPHOIO Pa3BUTKSA;

© Now
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yTpaTa Npro6PEeTEHHbBIX HAaBbIKOB;
MbllleYyHanA FI/II'IOTOHI/IFl/rVII'IepTOHVIﬂ;
KapavomuonaTtus;
MeTabonnyecknin ankanos;
CHUXeHne 3peHunsa;

CHIKEHMe CnyXxa;

YMCTBEHHas OTCTanoCTb;

. DKCTpaHeBpasbHble CUMMTOMbI:
3afiepKKa G13nUYeCcKoro pasBuTKs;
CpbIrMBaHWsA, PBOTbI;

KenTyxa HeACHOro reHesa.

Mpw HanuumKn y pe6éHKa ogHoro uny 6osiee OCHOBHbIX
Kputepues uUnm Tpéx n 6onee AOMONHUTENbHBIX KPUTEPW-
eB Heobxoaumo npoBecTy obcnenoBaHme metogqom TMC
Ha HBO [1, 5].

[ina nccnepoBaHna Heob6xoaMMo npoBecTy 3abop
KpoBu. lNpeaHanuTnyeckui stan NnpocT, HO B TO »Ke Bpems
UrpaeTt BaXXHYK pPOJib B MOJYyYeHUU JOCTOBEPHbIX pe-
3y/IbTaToOB: Ha GUNIBTP, UCMONb3yeMbI AN1A NPOBEAEeHUsA
HeOHaTanbHOro CKPUHWHIa, HEO6XOAUMO HaHecTn He-
CKOMbKO Kanenb KanunaspHOWN A BEHO3HOW KPOBU, Npu
3TOM BaXKHO, YTOObI 0651aCTb HaHeCeHWA Gblla paBHOMEPHO
nponuTaHa KPOBblo HAaCKBO3b. [lanee GpUNbTP HY>KHO Npo-
cywmnTb 1-2 yaca Npy KOMHaTHOW TemnepaType. 3atem
BMECTE C HarnpaBieHNEM Ha nccsieloBaHne GUNBTP HYXHO
oTnpaBuTb B nabopatoputo. ECnn HeT BO3MOXKHOCTU OTNpa-
BUTb 06pa3Lbl B ieHb 3a60pa, MOXKHO XpPaHUTb GUIILTPbI
Nnpv KOMHaTHOW TemrnepaType A0 3 AHel, B XONoAu/bHNKe
npu Temnepatype +4 °C — o 10 gHeln. BaxkHO yunTbiBaTh,
YTO Ha pe3ynbTaTbl aHaNM3a MOXET NOBNMATbL MPOBOAMMASA
Ha MOMEHT MCCiefoBaHNA Tepanua (Hanpumep, NPuém
bepmeHTOB, NHOY3NOHHAA Tepanusa, B TOM Yncie npena-
patamu, cogepkalmMm aMMHOKMCOTbI), @ TakKe 3arpas-
HEHNA KOXM NauneHTa (Kpemamu, Nprcbinkamy, Masamm).
MoaToMy BaKHO TlwaTenbHO 06paboTaTbh KoKy pebéHKa
nepep B3ATMEM aHaNM3a 1 YKa3aTb B HanpaB/ieHWM, KaKylo
Tepanuio oH nonyyaert [1].

AKTUBHOE 1CMOb30BaHKe COBPEMEHHbIX PENPOAYKTUB-
HbIX TEXHONOT M, POCT HEANArHOCTUPOBAHHOMN XPOHUYECKOW
COMATMYECKOW NATONOrM GePEMEHHBIX, LUMPOKOE UCMOSIb-
30BaHWe MeAMKaMEeHTO3HOW Tepanuin C LIeNblo CoXpaHeHUs
6epeMeHHOCTY, a TaKXKe HaKOMEHUEe KFeHETNYECKOro rpy3a»
B NONYNALUMK, KaK Cpen XKeHLUMH, TaK 1 My>KUUH, MPUBENo
B nocsiefHvie AeCATUNETMA K POXKAEHWIO AeTell C OTHOCK-
TeNlbHO KypabenbHON nnn HekypabenbHOW naTtonoruen.
A yuunTbiBas nonumopdursm cumntomoB HB, nporpeccupy-
lollee yxyaleHre coCTOAHUE MNafileHLeB C BO3MOXHbIM
NeTanbHbIM MCXOA0M, AaXKe Ha GpOoHe NMPOBOAUMON VHTEH-
CUBHOW Tepanuu, Aenaet npobnemy paHHeln ANarHOCTUKM
3TOW rpynnbl 3aboneBaHuUin KpaHe akTyanbHOMN.

® ¢ 6 T 6 ¢ ¢ ¢ 0 0 O

LIEJIb PABOTbI

M3yueHmne 4acToTbl BCTPEUAEMOCTH, CTPYKTYPbI 1 Hanbo-
nee pacnpoCcTPaHEHHbIX KMMHNKO-abopaToPHbIX MapKepoB
HBO y petein nepBoro NOnyroamna XmnsHu, ¢ NoJoO3peHnem
Ha JaHHY0 NaToNoruio.

MATEPUAJIbl U METOAbl

MpoBeaéH peTpoCrneKTUBHDBIN aHann3 YYETHbIX popm
N2 003/y naumeHTOB, HanpaBneHHbiX Ha TMC 1 ouHbIN OC-
MOTp, rOCNUTaNN3MPOBaHHbIX B OoTAeneHne xupyprum N2 2
ONnA HOBOPOXAEHHbIX N HEAOHOLIEHHbIX AeTen 1 oTaene-
H1e naTonornm HoBopoXAEHHbIX feten OITAY3 «fopoackan

MBaHO-MaTpéHurHCKaa AeTckas KnnHudYeckasa 6onbHULa»
r. ipkyTcka, 3a neprop c AHBaps no aekabpb 2019 T.

CocTaBneHHas AN aHanM3a KapTa BKJtouana cnefyto-
Wue AaHHbIe: GamMuUnng, Ms, OTYECTBO PeOEHKA; flaTa POX-
[eHusA; BO3pacT; Macca Npu pOXXAEHUI; POCT NPU POXKAEHNN;
non; recTalMOHHbIN BO3PacCT; Hanmume conyTCTBYIOLLEN
NaToNOrny; a TakXe BCe OCHOBHbIE U JOMONTHUTENbHbIE KPU-
Tepuun, ABNAOLWMECA NoKasaHmeM K obcnegosaHumto Ha HBO.

CraTncTtmnyeckaa obpaboTka maTepuana npoBeAeHa
C nomMoLbto Nporpammbl Statistica 7.0. Manas Bbi6opka
HabnoaeHns, a Takke OTCYTCTBME Tpynnbl CPaBHEHUA
3a nepuoj NPoOBOAMMOro UCCIefOBaHWA, He NO3BONUAMN
paccunTaTb HabnoLaeMyt0 YacToTy Npr3HaKa C MOMOLLbIO
Kputepusa Quiepa.

PE3YJIbTATbl U OBCYXXAEHUE

3a 2019 r. B otaeneHuax NaTonorny HOBOPOXKAEHHbIX
N Xpyprum HoBopoxaéHHbix OTAY3 NMMAKB Ha HBO me-
TOOM TaHZEMHOW Macc-CrneKTpoMeTpum 6bii1 06cnenoBaH
21 pe6éHok. CpegHuiA BO3pacT uccnegyembix — 24 + 16 aHs,
COOTHOLLIEHWNE AiIeBOYEK 1 ManbunKkoB — 1:1,3. Bce et 6binn
KOHCYNbTMPOBaHbl FeHETNKOM, MO peKoOMeHAALUAM KOTOo-
poro 6bia nposeaeHa TMC. Y 100 % (p > 0,05) o6cnepnye-
MbIX Oblfl, KaK MUHUMYM, OVIH U3 OCHOBHbIX KITMHNYECKNX
KpuTeprieB bonesHein obmeHa. Tak, y 67 % feTeli BbiABMEHa
renaToMeranusa B COYeTaHUU C NOBbILLEHVEM YPOBHSA Neyé-
HOuHbIX pepmeHTOB (ANAT, AcAT) 6onblie, yem B 1,5 pasa
OT HOPMbI, N0 43 % NPUXOANNOCH Ha OTATOLLEHHbIV Hacnea-
CTBEHHbI aHaMHe3 (Clyyan LeTCKOW CMepTHOCTU B CEMbe
UV BbIKUABIWKW B aHaAMHe3e) 1 MeTabonnyeckuin auuaos,
B 24 % - runornukemusa, y 14 % — aHoManbHbIN 3anax Moy,
Tena, yLHow cepbl, B4,7 % cnyyaeB — MOBbILIEHVE KETOHOBbIX
Ten B KPOBU U (Mnn) moue. Y Kaxxaoro TpeTbero pebéHka
permcTpmpoBanocb BHe3anHoe yxyAaweHre KIMHNYeCKoro
COCTOAHUA NOCne neprofa HopmanbHoro passutua. Cre-
JyeT OTMETUTb, YTO y BCeX AeTel BbiABNEHO OT 3 fo 7 fo-
NONTHUTENbHBIX KPUTEPUEB, ABNAIOLMXCA NMOKa3aHWeM AnA
ob6cnepnoBaHus Ha HBO (Hanbonee yacTo BCTpevatowmecs:
rnnoToHmna — 90 %, »kentyxa - 71,5 %, CMHAPOM CpbIrMBaHWA
1 PBOTbI — 67 %). OfHAKO CHVXXEHME 3PEHMA U CIYXa, a TakxKe
KapavoMMonaTus He OTMeYEeHbl H Y OAHOro 13 obcnenye-
MbIX AeTen.

B pe3ynbrate nonHoro obcnenoBarna y 5 (24 %) petein
BblsiBfieHbl HBO, a UMeHHO HapyLleHWst 0OOMeHa aMUHOKUCIOT
(nemumHa/nsonenymHa, ryTammnHa, TMPO3nHa, BanuHa n ru-
cTuanHa). CooTHOLLEHMEe fiIeBOYEK M ManbyMKOB B 3TON rpyn-
ne coctaBuno 3:2. Tpoe geTen poaunuch B Cpok (38-39 Hen.),
aBoe — Ha 33-35-11 Hepene. Bo3pacT BbiABNEHMA fAaHHOMN
natonoruy Koneb6netca ot 14 CyTOK XM3HU [0 4 MecALeB.
B 40 % cnyvyaeB B ceMbsix MNafeHLEeB perncTpupoBanach
paHHAA HeoHaTanbHasa CMEPTHOCTb (B 1-2-e CYyTKU XU3HK),
eweé B 40 % — HeoAHOKpaTHble BbIKMAbIWM B aHamHese,
ntonbko y 10 % geTen HacneACTBEHHbIA aHaMHe3 OKa3asicA
6e3 ocobeHHoCTel. B HanpaBuTeNbHbIX AMArHO3ax aeTen,
y KoTopbix BbisiBfeHbl HBO, npeobnagany xkenTtyxa HescHo-
ro reHesa (40 %), nopaxkeHvie LUHC (20 %) n BpoKaEHHbIE
nopoku pa3sutua XKKT (y 20 %). Hn B ofHOM 113 n3yyeHHbIX
Hamu cnyyaes o noctynnexua 8 MAY3 TMMIKB HapyLeHua
o6MeHa BelLecTB He 3anofo3peHsbl. Y 100 % mnageHueB pe-
rMcTpupoBanach nnoxas npmbaska B Bece, 0TKa3 OT rpyau,
3afepXKKa B GU3NYECKOM Y HEPBHO-MCUXNYECKOM Pa3BUTUN,
MbILLIEYHaA MMNOTOHMA, YacTble CPbIrMBaHUA. BakHO oTme-
TUTb, YTO BCe AeTn ¢ HBO nmenu conyTCTBYIOLLYIO NaTONIOTMIO.
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Tak, B 80 % cnyyaeB fMarHOCTMPOBaHa aHeMMA pa3Hom
cTerneHun TaxecTu, B 60 % — renatuTbl 1 xonectatnyeckune
NnopaeHus nevyeHu, OTKPbITOE OBaSIbHOE OKHO, T’MMOKCUYe-
cKu-metabonnyeckoe nopaxeHue LIHC u nHeBmoHMs y 40 %,
y 20 % peTen BbiABNEH racTpos3odareanbHblil pedniokc,
NOCTOAHHO-BO3BPaTHasA NpeAcepAHas ovaroBas Taxmkapams
1 aTpesnsa bunmapHoro TpakTa. Bce petun 6uinv rocnutanu-
3MPOBaHbI B TAXKENOM 1 KpalHe Taxénom coctosaHmm, 80 %
13 HYX NOTpeboBanach Tepanua B YCNOBUAX MHTEHCUBHOMN
Tepanuu oT 2 fo 8 CYTOK.

3AKJIOYEHUE

B pe3ynbraTe uccnegoBaHmA Mbl PULLIN K CliefyoLwmm
BbIBOJAM:

® 113 BCcex obcneayemblx getel anarHo3 6onesHu o6-
MeHa Obin NOATBEPXKAEH Y 5 13 24, YTO TOBOPUT O BbICOKON
YyacToTe BCTPEYAEMOCTM faHHOW NaTonorny;

e Haubonee pacnpoctpaHéHHbiMyi HBO siBnAOTCA Ha-
pyLeHns obMeHa aM1HOKUCIIOT;

® y BCex fleTeil C MOATBEPXKAEHHBIM AMArHO30M OT-
MeYeH, Kak MUHVMYM, OAWH 13 OCHOBHbIX KPUTEPUEB 1 He-
CKOJIbKO [JOMONMHUTENbHbIX;

e Bce aetn ¢ HBO noctynanu B oTaeneHust C UHbIMK
[MarHo3amm B TAXENOM COMaTMUYECKOM COCTOAHUN.

MHorve HoOBOPOXAEHHbIE 11 IeTU NEPBOTO NOAYroana
KU3HW, FOCMNUTaNN3MPOBAHHbIE B OTAENIeHUs NaTonorum
HOBOPOMXAEHHbIX, 324aCTYI0 B KPaHe TAXENTOM COCTOAHUN
13-3a yXy[LIeHNA MO HEBPOOrMYeCKOMY CTaTyCy, B UTore
norunbatot, He ycnes npontn TMC, n3-3a CloXHOCTen op-
raHunsaumm obcnegoarns Ha HBO no pasHbiM NpuyrHam.
710 06YCNIOBNEHO, BO-MEPBbIX, MaJION HACTOPOXKEHHOCTbLIO
Bpayer-negnaTpoB: 3HaUMMasn YyacTb AeTel, nmetolas,
yalle BCEro, HeCKONbKO MasibIX KIMHUYECKUX KpUTepUEB,
He o6crieayeTca COBCeM, OCOOEHHO B YCNOBUAX NOMU-
KNUHUKW. PaHHAS BbINMCKA U3 POAWbHbBIX JOMOB 1 Me-
pUHaTanbHbIX LEHTPOB He NMO3BOJIAET Kak HEOHATOJIoraM,
TaK U y4yacTKOBbIM NnejmaTpamM CBOeBpPeMeHHO 06paTuTb
BHVIMaHVE Ha KNuHU4Yeckue mapkepbl HBO. OTo JOmMKHO
onpeaenaTb BKIOYeHWe B 06pa3oBaTesibHbI NpoLecc Ao-
LAVMNIOMHOTO 1 NOCTAUMIIOMHOro 06pa3oBaHMA BOMPOCOB
penknx (opdpaHHbIX) 6051€3HEN, B TOM UNCIIE U TeHETUYECKM
06ycnoBneHHbIx 3abonesaHunii [8]. Pegkoe HanpaneHve
Ha TMC cBA3aHO TaK»Ke C HEGObLUNM YNCIOM KITUHNYECKNX
peKoMeHAALUNI N UMEeIOLLENCA aAanTUPOBAHHON MeANLINH-
ckomn nutepaTypbl o HBO Ha pycckom A3bike. Bo-BTOpPbIX,
BO MHOrux pernoHax PO otcyTcTByeT nabopaTtopHasa gua-
FHOCTVKA; HayuyHble nabopaTtopun He BCeraa BbIMOSHAKT
TECTbl SKCTPEHHO, @ TaKXKe He BCE U3 HMX JAt0T 3aKioYeHns
no nNpoBeA&HHOMY MCCefoBaHNIo. YUnTbiBadA BbilLEN3No-
YKeHHOE, MOXHO CLieNaTh BbIBOJ, YTO BO BCEX PETMMOHAbHbIX
LeHTpax ania bonee 3¢pGeKTUBHONM 1 ObICTPOI AUATHOCTUKA
TpebyeTca fononHUTeNbHOE OCHalleHre nabopaTopuii
HeoHaTaNIbHOTO CKPUMHVHTa NepUHaTanbHbIX LLEHTPOB 060-
pyaoBaHnem TMC.

be3 comHeHMA, YETKMNIA anropmuTm 1 NpaBuibHaA UH-
TepnpeTauus 1abopaTopHbIX U KIMUHUYECKUX AaHHbIX 6yayT
ABNATLCA 3a/I0rOM YCrexa B AUArHOCTKe Hace[CTBEHHbIX
3aboneBaHunin obmeHa BellecTs. Ho BaKHO MOHMMATb, UTO
OrPOMHOE 3HaueHne B BOMPOCAX CHUXKEHNA peanu3aumnm
reHeTn4eckowm natonoruu, B Tom yncne HB, gonxHo oTBo-
AMTbCA Mepam NPOUNAKTUKMN.

Celivac rnaBHbIMM MeTogamu npodunaktnku Hb aens-
I0TCA MEAUKO-TEHETUYECKOE KOHCY/bTUPOBaHME, NMPeKOH-

uenuuoHHas npodunakTrka, npeHaTtanbHasa nabopartop-
Has AMarHOCTMKa, B TOM UKC/le U MaccoBas AMArHOCTUKa
Yy HOBOPOXAEHHbIX HacnefCTBEHHbIX 6onesHell obMeHa,
NoAAaoLWMXCsA AUETUYECKON 1 NTeKapCTBEHHOM KOppeKLmH,
JAMCnaHcepm3aLmns NaLneHToB 1 X POACTBEHHMKOB. BaxHO
OTMETWTb, UTO KaXX[0e U3 HanpaBieHuin umeeT Gosnbluoe
3HauyeHue 1 LOMOJHAET APYroi METOA, MO3TOMY BaXXHO
MCnosb30BaTh BCe JOCTYMHble CNOCOObI ANA AOCTUXKEHUA
3bPeKTVBHON NPOPUNAKTVKM HACTEACTBEHHbIX OONE3HEeN.

KOoHAUKT nHTepecos

ABTOpPbI AAHHOW CTaTby COOB6LAOT 06 OTCYTCTBUM KOH-
bNNKTa UHTEPECOoB.
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