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HepocmamoyHocmb OpHUMUHMpaHcKapbaMunasbl — UCMUHHAA NPUYUHA
«[JO0BOr0 NpoKNAmusA-~». Onucaxue KNUHUYEcKoro cny4as
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Hedocmamounocmo oprumunmpanckapoamunazol (eunepammonuemus Il muna) — X-cuennennoe memaboauueckoe HapyuieHue Yukaa mMo-
ueguHbl, 8viz6anHoe mymauusmu eena OTC, kodupyroueeo oprumunmpanckapoamuaasy. Mzmenenus Hepenoil cucmemol 00yca081eHbl de-
2EHEPAMUBHBIMU NPOUECCAMU 8 CePOM U beaom seujecmee OONbUUX NOAYUAPULL 20108HO20 M032d. ABMOPbL ONUCHIBAIOM 2000841020 MANb-
YuKa ¢ HedoCMamo4HOCMbIO OPHUMUHMPAHCKAPOAMUAa3vl ¢ 0ebromom 3a0601e8anUs HA NePEoM 200y JCU3HU. 3abosesanue nPosasasaIoCy
OMKA30M OM NUWU, PBOMOIL, BSA0CMbIO 8NA0Mb 00 AeMApeUU ¢ PACCMPOLICMEOM CO3HAHUS, CYOOPOICHBIM CUHOPOMOM, OMKA30M OM YHOM -
pebaeHUss MACHOU NUWU 8 MeNCHPUCIYNHBLI Nepuod, 3a0epICKOl NCUXOMOMOPHO20 paseumus. Pebenok Obin eocnumanusuposar é demckoe
DPeaHUMAyUOHHOe omoeneHUe 8 MANCENOM COCIMOSIHUU, 6e3 CO3HAHUS, C OCMPOL He8POA0UHECKOl cumMnmomamukoil. Kiunuueckas kapmu-
Ha, pe3ynbmamol UHCMPYMEHMAAbHO20 U A1a060PamopHo20 00CAe008aAHUN U HAAUYUE OMALOUCHHOU HACAe0CMBEHHOCIU A8UAUCH OCHOBAHU-
em 045 npeodnonodIceHUss HacAe0CMEeHH020 2eHe3a 3a0oaesanus. B ycaosusax demcko2o peanumayuoHHo20 omoeneHus nayueHmy npoeoounu
UHMEHCUBHYIO mepanuro, He umesuiyro agpgexma. Cmepms Hacmynuaa Ha S-e cymku eocnumanudayuu. Jlns eepugpukayuu ouaenosa 0vi1o
nposedeHo NAMoA0OAHAMOMUHECKOe BCKPbIMUE, HA OCHOBAHUU KOMOPO20 YCMAHOB8AEHA HeNOCPeOCmEeHHAs npuuuHa cmepmu. B kauecm-
6e noomeepoicoarujux duaeHOCMU1ecKux Memodog paccmampuearomes manoemuas macc-chekmpomempus u JIHK-ouaenocmuka.

Karoueenle caosa: oppumurnmpanckapbamunaza, uuka movesunsl, oepuyum pepmenma, HacieocmeeHHble 601e3HU 00MeHa eeuecms, Ou-
aeHOCMuKa, nevexue
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ORNITHINE TRANSCARBAMYLASE DEFICIENCY — THE REAL CAUSE OF “FAMILY CURSE”.
A CASE REPORT

Zh.Sh. Bagomedova, A.S. Kotov, M. N. Borisova, M. V. Panteleeva, N.V. Zhurkova,
A.A. Byome, Yu. Yu. Kotalevskaya, O.S. Mironova, I.V. Razheva
M_F. Viadimirsky Moscow Regional Research Clinical Institute; 61/2 Shchepkina St., Moscow, 129110, Russia

Ornithine transcarbamylase deficiency (type Il hyperammonemia) — X-linked metabolic disorder of the urea cycle, caused by mutations
of the gene encoding ornithine transcarbamylase (OTC). Changes to the nervous system caused by degenerative processes in the gray and white
matter of the cerebral hemispheres. The authors describe 1-year-old boy with ornithine transcarbamylase deficiency as a clinical example, with
the onset of the disease in the first year of life, with refusal of food, vomiting, weakness and tiredness progressing to lethargy and unconscious-
ness, convulsive seizures, refusal from meat in the interictal period, delayed of psychomotor development. The child was admitted to the children’s
intensive care unit in serious condition, unconscious with severe neurological symptoms. The clinical picture, the results of instrumental and
laboratory examination and the presence of family history were the basis for the assumption of the hereditary origin of the disease. Genetic
Sfurther examination was planned. In the context of children’s intensive care unit, the patient was undergoing of intensive therapy, which had
no effect. Death occurred on the 5" day of hospitalization. To verify the diagnosis post-mortem autopsy was conducted, based on which was
installed the immediate cause of death. In confirming the diagnosis is considered as tandem mass spectrometry, and DNA diagnostics.

Key words: ornithine transcarbamylase, urea cycle, deficiency, hereditary metabolic diseases, diagnostics, treatment

Beenenue

HacnenctBeHHbIE HapyIlIeHUST METa00IM3Ma aMUHO-
KHUCJIOT, OpTaHWIECKUX KUCIIOT U Ne(heKThl MUTOXOHIPY -
AJIBHOTO -OKUCIICHUS TIPEACTABIISIIOT OJTHY U3 OO PHBIX
TPy HacJeICTBEHHBIX Oojie3Hell oOMeHa BellecTB
(HBOB) (6osee 100 Ho30J0TMYECKUX eAMHULL). BoJb-
IIWHCTBO 3a00JIeBaHUI 3TOI I'PpyNITbl MAHU(PECTUPYIOT
B paHHEM JIETCKOM BO3pacTe, XapaKTepHU3yIOTCsS OCTPHIM

TEYCHUEM U YaCTO COTIPOBOXKIAIOTCS TTOPaKeHNEM HepB-
HO crcTeMbl. Jleuimt akTHBHOCTH (hepMeHTa OPHUTHH -
TpaHcKapOaMuja3bl, BIEpBble ONMUCaHHBLIA B 1962 r.,
BCTpevaeTcs ¢ yacTotoii 1 ciryyaii Ha 30 ThIC. MaTbUMKOB
[10, 12]. MyxXuuHBI reMU3UTOTHBI 110 TeHy OTC, Koaupy-
foIlleMy OPHUTHHTPaHCKapOaMuiiasy, v, CiIeqoBaTeIbHO,
MPY HAJTMIUY MYTAIlMU B HEM UMEIOT BBIPAKEHHYIO KITH -
Huveckyo kaptuHy. [Tockonbky reH OTC nonBepraercs
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CIyJalilHOW WHAKTUBALIMU B X-XpPOMOCOME, KEHIIITMHBI
MO3aWYHBI 110 3KCITPECCUM MYTAITUX U MOTYT UMETh 0O0JTb-
110e pazHooOpaszue pyHKIUI (hepMeHTa U KIMHUYECKO
TsoKecTH 00J1e3Hu. TouHas BCTpe4aeMoCTh KeHITMH-HO-
CUTETHbHUI] C HAIMYMEM KIMHUIECKUX MPOSIBIICHUI He-
u3BecTHa [4, 13]. Ien OTC yenoBeka JOKaIU3yeTcsl B KO-
potkoMm 1uiede X-xpomocoMmsbl [11]. HegoctaTouHOCTh
opHUTUHTpaHcKkapoamuiaasbl (OMIM 311250) umeer X-
CLETIJICHHBIN PelleCCUBHBIN TUIT HACJIEIOBaHUS, B CBA3U
C Pa3JIMYHOM CTETIEHbIO BRIPAXKEHHOCTH TTPOSIBIICHUI Y Te-
TEPO3UTOTHBIX KXEHIINH HE MCKII0OUeH X-CIeTUIeHHBIN
JIOMWHAHTHBIN TUTT HacJeMoBaHUS. Y JIUIL MYXCKOTO TT0-
Jla ¢ HeOHaTaJAbHOM U MH(pAHTWILHOU (hopmamu 3a00Jie-
BaHUsI OTMEUAETCsl paHHUI JieTaIbHBIN ncxo. [TepBuu-
HBIM OMOXMMUYECKUM Je(PEKTOM IPH 3TOW MaTOIOTUM
aMUHOKUCIIOTHOTO OOMEHa SIBJISIETCST IE(OUITUT aKTUBHOC-
TU OPHUTUHTPaHCKapOaMWIa3bl, BEI3BIBAIOIINI TSDKETYIO
TUTIEpaMMOHUEMUIO B HEOHATAJIbHOM Tiepuojie. JJaHHbIi
(bepMmeHT obecreunBaeT 00pa3oBaHUE U3 OPHUTHHA U Kap-
oamomidochaTa aMMHOKMCIOThI LIUTPYJUIMHA — Mpe/-
IIeCTBEHHUKA apruHuHa [15]. s mauueHToB ¢ Ha-
PYIICHUSMU IIUKJIa MOYEBUHBI apTUHUH CTAHOBUTCS
HEe3aMEeHUMON aMMHOKUCIOTON, OTCYTCTBUE KOTOPOiA
B JIM€Te COMPOBOXIAETCS TUTIepaMMOHUEeMUEH 1/ W1
runepriyraMmuHeMueit. HemoctarogHOCTs OpHUTHHTpPAHC-
KapOaMuIa3bl MUTOXOHIPUATLHOTO MaTpUKca B MIEYEHU
(axTUBHOCTH (hepMeHTa B KUIIIEUHUKE 1 B ITOYKaX HE3HA-
YUTEJbHA) BEJET K HApYIIEHUIO OMOCUHTE3a IUTPYUTMHA
¥ COTTPOBOKIAETCS] HAKOTUIEHHEM METa0O0JIMTOB TITyTaMU -
Ha 1 ajjanrHa. [1py 3ToM TIyTaMUH BBITOTHSIET (DYHKIIUIO
KOpoTKoAelcTByo1ero oypepa noHoB ammoHus. Korga
ATOT MEXaHW3M HACBIIIAETCS, KOHIIEHTPAIsI MOHOB aM-
MOHMSI B TUTa3Me OBICTPO YBEJIMYMBAETCS 10 YPOBHSI, BbI-
3BIBAOIIIETO SHIIEDATOTIATHIO, KOTOPAS SIBIISICTCS CIIE/ICT-
BMEM OTEKa TOJIOBHOTO MO3Ta 1 HaOyXaHUsT aCTPOIIUTOB.
DTO 00YCIOBIEHO BHYTPUTIAATBbHBIM MTOBBIIIIECHUEM KOH-
LIEHTPALMK TIIyTaMUHA, TIPUBOJISIIINM K OCMOTHUYECKOMY
HaKOTUIEHUIO BOJIBI B KJIeTKaX. [MIiepaMMOHNEMUST COTTPO-
BOXKIIA€TCS TIOBBIIIIEHUEM KOHIICHTPAIIMN OPOTOBOM KHC-
JIOTBI B Moue [6]. YpoBeHb MOHOB aMMOHHUS B TIJIa3Me
> 200 MKMOJTb/JT MOKET BBI3BIBATH ITOPAKEHUE TOJIOBHOTO
MO3Ta B BUIE JeTeHEPATUBHBIX ITPOIIECCOB B CEPOM U Oe-
JIOM BELIECTBE ero 00IbIIrX noyiapuii. OnucaHa uepeo-
panbHas (Ho He uepedeuisipHast) arpodus. O6HapyXuBa-
FOTCSI MHOXKECTBO aHOMAaJIbHBIX aCTPOIIUTOB, OJIETHOCTh
siep, U3MEHEHUST B LIUTOIIa3Me HelfpOHOB. TsoKecTh 1mo-
paxkeHusT 00yCJIOBJIeHa KaK CTENeHbI0, TaK U JTUTEb-
HOCTBIO TIOBBIIIIEHUST KOHIICHTPAIIM aMMOHUSI 1 TTyTa-
MuHa B KpoBu [1, 3, 5, 9].

Mertabonuueckuii Kpu3 pa3BUBaeTcs B TeueHue 24—72 94
(TepBBI€ THW) TIOCTIE POMOB MPU HEOHATAIbHOU hopme,
Ha TIEpBOM IOy XKU3HU — MPY MTHOAHTUIILHOM (popme He-
JIOCTaTOYHOCTH OPHUTUHTpaHCKapOaMmia3bl, a TakKxke
B Oosiee mo3aHeM Bo3pacte. FOHoureckue hopmel ¢ ya-
CTUYHOM HEJOCTAaTOYHOCTHIO (hepMEHTa MOTYT TPOSIB-

1

JISITBCSI TIOJTHOW CUMMIITOMATUKOW BO BpeMsl MpUCTYyMa.
ITpu nHdanTUIBHON hopMe 3a00eBaHUS BO3SHUKHOBE-
HY€ KPU30B YacTO CBSI3aHO C HAuaJIOM BBEIEHUS TPUKOP-
Ma ¢ OOJIBIIMM cofepXaHueM Oesika. bosie3Hb mposiBis-
eTCsl peKYppPEeHTHOM pBOTOI, JieTaprueil, KoMoit Ha hoHe
TUTIEPAMMOHUEMUU U PECTTUPATOPHOTO aJIKaI03a C COMyT-
CTBYIOIIMMU TUIIEPBO30YAUMOCTBIO, COITOPOM, TUCITHOD,
CylloporaMM, aTakcueit, MblllIeuHOl runoToHuen. Yacro
MOBTOPSIIOLIMECST KPU3bl COMPOBOXKAAIOTCS pa3BUTUEM
YMCTBEHHOM OTCTaJI0CTH, 3aJePXKKOH (hPU3UIECKOro pa3-
BUTHUSI. MHOTME OOJIbHBIE MEPEXOASIT K CaMOOTPaHUYEHUIO
B 0€JIKOBOIA ruiie [6].

Knunuyeckoe HabntofeHue

Ilayuenm X., 1200 (2014 e. p.). Pebenok om 3-ii bepe-
MEHHOCMU, NPOMeKaguiell ¢ 2eCmo3om, NepuooUHecKuUM no-
8blUIeHUEM YPOBHS 2MI0K03blL 8 KPOBU (€O €108 podumeneil, Obii
YCMaHo6AeH QUAeHO3 2eCIAYUOHH020 CAXapHo20 duabema);
0m mpemvux CamonpoU380AbHbIX PO008 CO CUMYASUUEH,
Ha cpoke 40—41 neo, 3axpuuan cpasy. Ilpu poxcdenuu macca
mena 3750 e, pocm 55 cm, nokazamenv no wikane Aneap 8/10
6ann08. Boinucan uz podunvroeo doma na 3-u cymiu.

H3 cemeiinoco anamuesa uzeecmuo, umo 1-s b6epemen-
HOCMb 3a8epuiUAach CAMONPOU3BONbHBIMU POOAMU; PeOEHOK
€ podCcOeHUst HAONI00ANCS HEBPON02OM C OUACHO30M «GHYMPU-
uepenHas eunepmen3us» (co ca06 podumeneit), ymep 8 603-
pacme 9 mec. I[lamonocoanamomuueckoe ckpvimue He npo-
600U, OUACHO3, CO €108 poodumeneli, — MeHUH20IHYeharum.
Bmopuie bepemennocmo u poodsr guzuonoeuueckue. Manrvuux
(803pacm Ha nepuod noayuenus danHvix 2 eoda 3 mec) 300-
P08, NCUXOMOMOPHOE U peresoe pazgumue no 803pacmy.

Anamnes 3a60ne6anus: pedeHoK ¢ poxcoerust Habaoal-
cs1 HEBP0N02OM NO N0BOOY NEePUHAMANbHO2O NOPAICEHUS
UEHMPANbHOU HEPEHOU CUCMEMbL, cUNePMeH3UOHHO-2UOPO-
ueganvroeo cundpoma. Pannee pazeumue ¢ memnosoii 3a-
depoickoii: eonosy depacan ¢ 3,5—4 mec, cuden camocmosi-
menvHo ¢ 7,5 mec. Cmosin y onopet, Ho He xo0ua. Haxoduacs
Ha UCKYCCMBEHHOM GCKAPMAUBAHUU C PONCOCHUS, NPUKOPM
86eden no sozpacmy. Co c106 podumeneii, ¢ ozpacma 6 mec
Y pebenka nepuoduuecku omme4aiu nogvlileHue memnepa-
mypwt meaa evtuie 38 °C, Habawoaiu KamapanvHoie s16AeHUS
PA3IUMHOU cmeneHu evipadiceHnocmu. B anpene 2015 e. na-
X00UACS HA CMAaYUOHAPHOM AeveHuu 6 Llenmpanvroil paiion-
Hott 6onavruye (LIPB) no nosody aapuneuma (co c108 poou-
mesneit). Ympom 13.06.2015 npocuyacs esavim, omkazancs
om edbl, OMMeuancs cyoopONCHbLL NPUCIYN C 3a68e0eHUeM
2Na3HbIX SI010K KEepXy U 3anpoKudbl8aHueM 20108bl; 20CNU-
manuzuposar é LIPB. I1o dannbim évinucku u3 ucmopuu 60-
Ae3HU, 8 OUOXUMUMECKOM AHANU3e KPOBU BbIABASAU CHUNCEHUE
YposHs Kanvyus 00 0,45 Mmmonv/a, nogvluieHUe NeUeHOUHbIX
gepmenmos. Ilposedena komnwvromepnas momoepapus (KT)
20/108H020 MO32Q: KAPMUHA HAPYICHOU eudpoyeqharuu; aHo-
manus pazsumus yepena. Ha gorne ungyszuonnoii, decudpa-
MAyUOHHOU U HeUPOMemadoau1ecKoll mepanuu cOCMosHue
yayuwunocs. Ha 10-e cymku évinucan 0omoil.
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DAl om 22.06.2015: ochosnas axmugHocmy cpopmupo-
8aHa 6 npedenax 603paAcMHOU Hopmbl. Ymepernvie dugghysuvie
00UeM03208ble UBMEHEeHUs! OU0INeKMPUHECKOU AKMUBHOCIL.
Dnunenmu@opmMHOll AKMUBHOCIU He 3aPecucmpupo8aHo.

B meuenue caedyrowux 4 mec xcanob ne 6110, 00HAKO
PeOeHOK OMKA3bl8AACs OM MACHOU nuwiu. B nauane nosaops
2015 e., co croe podumeneil, nepenec OCMpyr pecnupamop-
HYI0 eupycHyio ungerxuuio ¢ auxopadkoit 0o 38,2 °C ¢ meue-
Hue 2 Oneil, ommeuanu cuudxicenue annemuma. Haxoouics
Ha ambyaramoprom newenuu. Co c106 mamepu, 6 Houb ¢ 15
Ha 16 Hos6pst HecK0AbKO paz ommeuanu cpvieusanue. Ympom
16.11.2015 npocryncs 6s4biM, anamu4tbiM, OMKA3bl8AACS
om edbl, 00HOKPAMHO Obl1a peoma, Omme4an no0epeUsanus
8 N1e6oil Hoee, 3anpoKuUdbleanue 20108bl, He Peazuposa
Ha ceoe ums. locnumaauzuposan no mMmecmy Jcumenbcmea
6 neduampuueckoe omoenenue. I[lpu nocmynaenuu: cocmosi-
Hue msicenoe, noaoxcumenvuuli cumnmom Kepnuea, eonosa
3anPOKUHYmMa Ha3ad, MOHYC NOBbIUEH NO CNACIMUYECKOMY
muny.

Kaunuueckuii ananuz kposu om 16.11.2015: aeiikoyumo3s
0o 14,5 x 10°/a (npu nopme (7—11) x 10°/n), ymepennas
aumeponenus do 38,7 % (npu nHopme 45—65 %). Buoxumu-
uecKUull aHaAu3 Kposu: ymMepeHHoe yeeauuerue yposHell aia -
HuHamuromparcghepasvr 0o 45 Ed/n (npu Hopme do 40 Ed/n),
acnapmamamurnomparcghepazvt (ACT) do 51 Ed/n (npu Hop-
me do 40 Ed/n). B ananuze cnunnomoszeoe0oti wcudkocmu pe-
axyus Ilandu +, ocmanvole nokazamenu 6 npeodesax HOpMol.
IIpu KT 201061020 M032a noayuenvr dauHbie 00 acummempuy-
HOUI (1€60CMOPOHHEIL) CMeUAHHOU eudpouepanuu 20108H020
mosea. Ilposedena penmeenoepaghus neekux — usmeHeHui
He gbisaeaeHO. Jlevenue: uHDY3UOHHAS CUMNIMOMAMUYECKAs,
aHmubaKmepuanbHas, 20pMOHANbHASL MEPAnUs.

Mns danvueliwmeeo 06caed06aHUs U AeHeHUs PeOeHOK
nepeseden ¢ neduampuueckoe omoesenue MOHHUKH
um. M.D. Bradumupckoeo (no mscecmu cocmosiHus 8 oem-
ckoe peanumayuonnoe omoenerue ([ PO)). Ilpu nocmynae-
Huu ¢ PO obuee cocmosinue ouenvb maxcenoe. CozHanue
HapyweHno — koma [1—111 cmenenu. Ommeuanu eunepmonyc
8 KOHeYHOCMSX, 3DauKu wupokue, pasnvle, Gomopeaxyuu
omcymemesyom, nape3 830pa 61e60. KojicHoie nokpoabt b1e0-
Hble, cyxue, moHbl cepoya pummuunsie. lunepmepmus
0o 42 °C. Yacmoma cepdeunvix cokpauenuii 180 yo/mun.
Apmepuanvroe dasaenue 121/79 mm pm. cm., dvixanue ca-
MocmosmenvHoe, Hacmoma obiXamenbhvix 0euncenuil 48—50
8 MUHYMY, AYCKYAbMaAmueHo NPo8oOUMCsl 80 6ce omaendl,
HEeMH020 0CAa0NeHO 8 HUICHUX 0mOeaax, Xpunoe Hem. Kueom
msekuil, He 830ym. Peoma c npumecoto kogeiiroit eyuju. Pe-
bOeHoK uHmyouposar HazompaxedaivHo. OmmeueHo HalU4Ue
cumnmoma Keprnuea ¢ 2 cmopon, desuauyus 20408bl 61€60.
Tonyc 6 KOHeHHOCMSX CHUJCEH. YeHemeHue CYXONCUNbHBIX
pepaexcos, omcymemaue enyooKux pegaekcos co CAUUCHbIX
000104eK, KOPHEANbHbIX PepaeKco8, 3PAUK0BbIX PeaKuuil.
CkpunuHe Ha uHeKyuu (YUmomezaroeupyc, 8Upyc RPOCmo-
20 eepneca, supyc Inumeiina—bapp, supyc éempsiHoii ocnul,
B8UPYC KPACHYXU, MUKONAA3Mbl, YPeaniazmol, MoKCcoOnAa3-
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Mbl, Xaamuouu, Muxkobakmepuu mybepkynesa, epubvi pooa
Candida) dan ompuuamenvhbiii pezysomam.

B buoxumuueckom anaruze kpogu ommeueHo He3HaAUU-
menvHoe nosviuerue cooepyucarusi ACT do 59 Ed/n (npu Hop-
me do 40 Ed/n), kpeamunkurnazvt 0o 654 Ed/a (npu nopme
25—-200 Ed/n), mendenuyus K eunepeauxemuu — 6,9 Mmonv/n
(npu nopme 3,3—06, 1 mmonv/n). Ilo dannvim Koazynroepam-
Mbl — eunoguopunoeenemust (1,97 e/n), cHusIceHue npompom-
ounoeoil akmuenocmu no Keuxy do 63 % (npu nopme 70—
140 %). B ananusze aukeopa 6via64eH0 NOBLIUIEHUE YPOGHS
anoKo3ot 00 4,9 mmonv/n (npu vHopme 2,75—3,75 mmonv/n).
Iloces mouu na gaopy u uyscmeumenbHocms K AHMUOUOMU -
Kam nokasan omcymcmeue baxmepuii 6 move. Ha anexmpo-
Kapouoepamme om 17.11.2015: cunycosas maxuxkapous
166 yo/mun. Bepmurxanvnoe nanpasienue 3neKmpu4eckoil
ocu cepoua. Henoanas 6aoxada npaesoii Hoxcku nyuxa lTuca.
Ilpeobradanue snexmpuneckoil akMugHOCMU NPAGbIX 0Omoe-
106 cepoya. Ilo dannvim KT 2on06noeo mozea om 18.11.2015:
uepen acummempu4et, ¢ HeKOmMopbiM yMeHbuleHueM 00sema
n1e6oll eemucghepvl. OmmeueHo ymeHvuieHue 00sema seujecm-
84 20106H020 M032a N1€60l eeMucghepuvl, NPeUMyuecmeeHHo
Ha ypogHe N0OHOU U 8 MeHblel CIeneHu MeMeHHOU doaell.
Ha smom ghone sewjecmeo 201081020 Mo3ea ¢ 0beux cmopoH
Jugghysno norudicenHoll naomuocmu (¢ omcymemeuem ough-
hepenyuauuu Ha cepoe u benoe euecmeo), uzmeHeHus bonee
BbIPAJICEHBL HA YPOBHE N€60U ceMucepbl (8UCOUHOL U mMeMeH-
HOll obaacmell, 6 MeHbuiel CMeneHu 3amblA04HOU 004L).
C obeux cmopon 00nOAHUMENbHBIX 006eMHbIX 00pPA308aHUIL
He obHapyxceno. Ommeuaemcs: OUCAOKAUUsL CPEOUHHBIX
cmpykmyp eae6o Ha 2,3 mm. XKeayoouxu moszea: 1V ucenydo-
uex He pacwupen, 111 — ymepenno pacuiupen, 60K06bie —
acummemputHbl, 1€8blil YMePeHHO PACUIUPEH 80 8cex omade-
aax. basanvrvie yucmeprvr dupghepernuyupyromes, wupoxue.
bopo3zodvr cybapaxunoudanvroeo npocmparncmea 60046 KOH-
BEKCUMANbHOL NOBEPXHOCMU 1€80U N0OHOI 004U PACUIUDEHDL,
HA 0CMANbHOM NPOMANCEHUU cenaxceHvl (puc. 1).

Puc. 1. KT 201061020 mo3zea nayuenma X.
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Puc. 2. leneanoeuneckoe opeso nayuenma X.

OF

Ilpu conocmaenenuu ¢ 3anucannoti Ha ouck KT eonoe-
Hoeo mozea om 13.06.2015 (duck npedocmasnen 20.11.2015)
onpedensiemcs OUHAMUKA U3MEHEHULL 8 8Ude YMeHbUleHUS
00Bema N00HOIL, BUCOUHOI U NPUNEHCAUUX OMOEN08 MEMEH -
HbIX 0baacmell caesa; Oup@y3H020 yMeHbUICHUS NAOMHOCHU
U CHudICeHUs OughghepeHyUaUUU Beulecmea 20108H020 M032a
Ha OMMeueHHbIX 8blUule YPOBHSIX, PACULUDEHUSL BCEX Jceny0oH -
K08 201061020 M032a (NpeumyuecmeeHHo 16020 H0K08020);
cenasceHHocmu 60po30 cybapaxHoudarbHo20 NPOCMPAHCMEA
Ha ommeueHHbIX ebiule YposHsax. Kocmuo-decmpykmueHuix,
KOCIMHO-Mpasmamuyeckux usmeHenuii He ommeueno. Paz-
8umMble OKONOHOCOBble NA3YXU NHEBMAMU3UPOBAHDL.

Peberok u podumenu bbiiu NPOKOHCYALMUPOBAHBL BPAUOM -
eenemurom. Cocmasnena pooociosHas cemvld (puc. 2): cmapuiuii
cube mydicckoeo nona ymep 8 eospacme 9 mec (duaeros, co 106
podumeneil, — MEHUH2OIHUeGaUm,; parHHee pazgumue ¢ 3adep-
JCKOLL, BHympuuepentas eunepmensust). Pooroii 6pam mamepu
npobarnda ymep 6 6ospacme 1 eoda, npuuuna neuzsecma. Jlgoe
POOHbBIX bpambes 6adyuiKu npodanda no MAmepuHCKol AUHUU
ymepau 6 6o3pacme 00 2 aem, npUHUHA HeU38eCMHA (8ce Smu
cayuau 8vi0eneHvl Ha puc. 2 201y0biM UBEMoMm,).

Kiunuko-eeneanoeuveckuii anaiu3 u KAUHUYECKAst Kap-
muna 3a601e6anus y npoobAHOQ NO360AUAU NPEONOAONCUMD
HacaedcmeenHoe 3aboaeearue, eeposimuo uz epynnvi HBEOB.
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Ilanbr pexomendayuu no 00ONOAHUMENbHOMY 00CAe008AHUI):
MAaHOeMHAsL MACC-CREKMPOMempUst KPo8U, onpedeneHue opea-
HUYeCKUX KUCA0M MOYU, UCCAe008aHUEe KAPUOMUNA, YAbmpa-
38YK060€ UCcAed08aHUe 0P2aHO8 OPIOUWHOL NOAOCMU.

Jleuenue, nposedennoe nayuenmy X. 3a 8pems Haxoxncoe-
Hus 6 IPO MOHUKH um. M.D. Bradumupckoeo: uegpmpu-
akcon 1000 me/cym, amurxauun 100 me/cym, dexkcamemaszon
18 me/cym, muonenman nampus 500 me/cym (18.11.2015),
sanvnpoesas kucaioma 180 me/cym, ayuxnosup 540 me/cym,
newmaenooun 45 ma Ne2 (18.11.2015u 19.11.2015), donamun
4% 1,6 ma (20.11.2015 u 21.11.2015), unmepgepon a-2b
150 moic. ME, npednuszonon 30 me (21.11.2015), napayema-
MO, UHGPY3UOHHAS, cuMnmomamuyeckas mepanus. Mumen-
cuenas mepanus 6 meyenue 5 cym 6 ycaosusx JPO sghgpexma
He umena. Hecmomps na nposodumoe neuenue, 22.11.2015
6 7u 30 mun y pebeHKa HACMynuAa 0CMAaHO8Ka cepoeyHoOll
desmenvHocmu. Peanumayuonnvie meponpusmust nposoouu
6 meuenue 30 mun 6e3 s¢ppekma. B 8 u 00 mun koncmamu-
posana buonoeuueckas cmepmo. Ilpu namonoeoanamomuye-
CKOM UCCAe008AHUU BbIABAECHO OP2AHUYECKOE NOPAICEHUE
20/108H020 MO32a C YMEHblUeHUEeM 1e6020 noayuapus 6 1,5
Pa3a no CpasHenuio ¢ nPpagvim, CeAaiCeHHOCMblo 60po30,
VRAOWeHUEM U3BUAUH, ACUMMempUeil D0K0BbIX HCeay00UK08,
YMepeHHbIM pacuiuperuem aeeo2o 6okoeoeo u 111 xuceaydou-
K06 (puc. 3). Macca eonosnoeo mozea — 1000 e. Iucmonoeu-
YecKU: NepUyetoapHbLIlL, nepueacKkyasipHolil omex. B kope
u beaom eeujecmee npoaughepauus acmpouumog. Tsaxcenvie
ducmpoguueckue uzMeHeHuUs HellpoHO8, KOPMUKANbHAS
u cybkopmukanvras ampogus. Ouaeu eauosa.

Takorce npu eucmonoeuueckom Uccaedo8anuy 6HympeH-
HUX OP2aHO8 8blsI8AEHbL U3MEHEHUsL 8 cepoue 8 8Ude 0enK080ll
ducmpoguu Kapouomuoyumos. Omex uHmMepCMUyUs Muo-
Kapda. B aeexux — ducmenekmas, noAHOKposue Medic-
anbBeoAAPHbIX nepe2opodok. B neuenu (puc. 4) — 6eaxosas
U MEAKOKANneAbHas Heuposas Oucmpous eenamoyumos
UeHmpanvHoil 30Hbl (Macca neveru 440 e npu 6o3pacmmoii

Puc. 3. Tonoenoil mo3e nayuenma X. (acummempus npasoeo u 16020 NOAYUAPULL)
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Puc. 4. Ilamonoeuueckue usmererus neuenu y nayuenma X.

Hopme 325 e, pasmep 18 x 11 x 9 x 5cm). B noukax —
ocmpoe 8eHO3H0e NOAHOKPogUe, 0eaKkosas oucmpopust snu-
meaus noueuHsiX Kananvues. B cenezenke — noanokposue
Kpacroii nyavnot. Jlum@ouornvie oaruxysvl HOpMaabHbIX
pasmepos, be3 ueHmpos pasmHodicerus. B eunrouxosoi ace-
Ae3e — uHeepcus croes, meavya laccansi paznuuHsix pazme-
P08, CAOUCMbLe, HEKOMOPble CO0ePICam KAemouHblil dempum,
PACROAOICEHBL NPEUMYULeCMBEEHHO 8 M032080M caoe. Mec-
0041bK08ble NepecopooKU WUpPoKUe, cO0epIHcam HeMHOLOHUC-
JNEHHbLE HCUPOBbIE KACMKU.

Yemanoenen namonoeoanamomuueckuii 0uaeHos, Ko-
moputii cosnadan ¢ kaunuveckum. OcHOB8HOU OuaeHo3: Ha-
credcmeeHHas opeanuyeckas memaboauueckas sHyedhano-
namusi: KOpmMuKanbHas u cyoKopmuKkaibHas ampoghus 1e6oii
eemucghepvl 20106H020 M0o32a (N10OHOU U MeMeHHOI doAell),
04a2086blll 2AUO03 U MeaKUe o4azu HeKpo3a 8 beaom eeujecmae,
acumMmempuyHas 6HympeHHss euopoyeparus (ymepennoe
pacuuperue nesoeo 60k0602o u 111 xceaydouxos). beakosas
U MeAKOKaneabHas Jcuposas oucmpogus nevenu (macca
440 e npu eo3pacmuoit Hopme 325 2). OcroicHeHUs 0CHOBHO-
20 3a004€8aHUA: CMAMYC OCIMPBIX CUMNMOMAMUYECKUX CY-
dopoycubix npucmynos. Kamapanvuwiii mpaxeo6ponxum
6 cmaouu pexkonsanecyenyuu. Ouaeosoie napasepmeopans-
Hble amenekma3svl neekux. Kposousausnue 6 msexue mxanu
npaeoii NOOKAYUYHOU 00aacmu U nepedne20 cpedoCmeHuUs
cnpaesa (cocmosinue nocae Kamemepuzayuu npagotl NooKA10-
yyyunoll eenvt om 17.11.2015). Omek eonosnoeo mo3ea. Co-
nymcmeyroujue 3a604e6anus; 6paxudaKmunus.

Pezyaomamor naznauennoeo eenemurxom o6caedoganus
noayuenwt 23.12.2015. Ilo dannvim manoemHoll macc-cnek-
MPOMEMPUU KPOBU BbII6AEHO CHUIICEHIE KOHUEHMPAUUU YU -
mpyaauna — 2,503 mkmonv/n (npu Hopme 5—065 mKmonwv/n).
Ilo dannbim uccredosanus opeaHu4eckKux KUCA0m Mo4U Om-
MeueHo nogublienue KOHYeHmpauuu 2-euopokcuu3ooymupa-
ma, 3-eudpoxcubymupama, 4-eudpokcughenurayemama,
2-0Kc02aymaposoii, 3-eudpoKcuu308aiepuanogoil, adunu-
HOBOIL, hyMapoeoll, enymapogoil, MeMmuUAMAaioHOB80IL, OPOmMo-
80l Kucaom, AaKmama, nUpyeama, CyKUuHama, Smuimano-
Hama. Pesyabmam yumoecenemuueckoeo uccaedos8anus
om 01.12.2015: 46, XY — HopmanbHbLil MYHCCKOU KAPUOMUN.
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C y4eToM MOJTYYEHHBIX Pe3yJbTaTOB JJabOPaTOPHBIX
HCCIIEAOBAaHUM, TUIAHUPOBATIOCH IOTIOJTHUTEIbHOE 00CIe-
JIOBaHUE CEMbMU:

1) IHK-auarHocTuka — cekBeHupoBaHue reHa OTC
B abopatopun HBOB Mennko-reHeTu4eckoro HayqHo-
ro tneHtpa (MI'HLL) (marepuan ucciegoBaHusi — cyxue
MATHA KPOBU MPoOaHa) B LeJIIX BepudUKAIIMY TUarHo3a,
YTOYHEHUS MPOTHO3a MTOTOMCTBA; 00CienoBaHue cubca
npobaHja, yYUThIBAsI TUIT HACIEAOBAHUS U MYXKCKOM MOJT
cubca, a TakKe KIMHUYeCKUii moJuMopdusm 3adoJieBa-
HUSI, B TOM YMCJIe BO3MOXHOCTb COUYETaHUS B OHOM ceMbe
HEeOoHaTaJIbHOU, UH(hAHTUIBHOU U IOBEHWIbHOI (hOpM;

2) buoxuMuyeckoe obcienoBaHue cTapllero cuoca
n Matepu rpo6anna (NH, a30T Mo4eBUHBI B KpOBH ), KO-
TOpOE He ObLIO OCYIIIECTBICHO BBUAY OTCYTCTBUS JOBEPU-
TEJIbHOTO KOHTAaKTa C POAUTEISIMUA U, COOTBETCTBEHHO,
MOATBEPKACHUS coriacus Ha oocienoBaHue. JAuddepeH-
LIMAJIbHYI0 TUAaTHOCTUKY MEepPBOHAYAIbHO MPOBOAWIU
MEXy TeHEepaTU30BaHHOUN BUPYCHO-0aKTepUATbHOW UH-
dexuueit, OTHUM U3 MPOSIBJICHUN KOTOPOIl MOT OBITH Ce-
po3Hblii MeHnHTO9HIIedanuT, 1 HBOB ¢ npeBanupoBa-
HUEM KJIWHUKU dHLUebasonatuu. OTpuiaTeabHbIe
pe3yabTaThl aHajlKW3a KPOBU U JIMKBOPA Ha MHGEKINU
METOIOM TOJMMEPa3HON LIEMHOI peakiuu, a TaKXkKe Ha-
JINYYE OTSATOIIIEHHON HACIEACTBEHHOCTH AaBaJI BO3MOXK-
HOCTb C OOJIbllieii J0Jel BEPOSITHOCTU MPEAIOJOXUTh
HacJIeICTBEHHbIII OOMEHHBIN TeHe3 OPraHUYeCcKoro Mmo-
paxkeHMs [IEHTPAIIbHON HEPBHOM CUCTEMBI, YTO W OBLIIO
MOJTBEPXKIEHO ¢ TTOMOIIBIO OMOXUMUYECKOI JabopaTop-
HOU AMaTHOCTUKU U TaHHBIX TaTOJIOT0AHATOMUYECKOTO
HUCCIeA0BAaHUS, TPU KOTOPOM OBbLJIU BBISIBJICHBI OPTaHU-
YecKoe MOpaxeHue TOJJOBHOIO MO3Ta ¢ YMEHbIIEHUEM
Macchl JIeBOTO moJjyiiapus B 1,5 pa3za mo cpaBHEHUIO
C TIpaBbIM; O€JIKOBasi U MEJIKOKAareJbHasl XKUpoBast quc-
Tpodust neueHu. [IpusHakoB MEHUHTO3HIIehaTuTa 0OHa-
pyxeHo He 6buUT0. Cpenu HBOB nuddepeHumnanbHbli
JIMATHO3 MPOBOAWIN MEXIY aMUHOALIUIOMATUSAMU (B TOM
yucie neeKThl [UKJIa MOYeBUHOOOPA30BaHMsI ), OpPTaHU -
YECKUMU alluAypUsiMU (MHOXECTBEHHas1 KapOOKCUIa3Hast
HeI0CTaTOYHOCTh, U30BaJIEpUaHOBAs allUAEMUs, TPOIU-
OHOBas, TJIyTapoBasi, METUIMAJOHOBAS allUAypPUM), e-
(ekTaMu MUTOXOHAPUATBHOTO [3-OKUCIEHUS XUPHBIX
KHUCJIOT, 00J1e3HbI0 JIest U ApyTMMU MUTOXOHIPUATbHBIMU
3a00yieBaHUSAMHU, JedekTaMu MeTaboau3Ma KapHUTHUHA.
s BepuduKauy 1uarHo3a ObLTA MTPOBEAECHBI TAHACM-
Hasl Macc-CMeKTPOMETPUS KPOBU, UCCIIETOBAHUE OPTaHU-
YeCcKUX KUCJIOT Mouu B 1abopatopu HBOB MI'HII.

YuutsiBas popmy 3a00ieBaHUS, MOXHO MPEAroJio-
JKUTH OIHY M3 BO3MOXKHBIX TaKTUK JiedeHusi. [Ipu octpo
Ppa3BUBAIOILIEiCS TUTIEPAMMOHUEMUU TPeOyeTCs HEMEJICH-
HOE U3MEPEeHUE KOHIIEHTPAall HOHOB aMMOHUS B IJTa3Me.
Ecnu oHo nipeBbIlIaeT KOHTPOJIb B 3 U 0oJiee pa3, pedeHKY
OIHOKPATHO (M3-3a BBICOKOW TOKCUYHOCTH) BBOJST B Te-
yeHue Oosiee 90 muH Genzoar Hatpus 0,25 T/Kr uim
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5,5 /M2, denunanerat Hatpus 0,25 r/Kr unm 5,5 r/m2,
10 % aprunus ruapoxaopua 2 mi/kr wim 4,0 r/m2 B 10 %
pacTBope rmoKo3bI (400—600 M1/M2). [ToCKOIBKY 3TO Je-
YeHUE MOXET COMTPOBOXKIATHCS PBOTOM, B TEUSCHUE TIEPBBIX
15 MUH peKOMEH/IyIOT BBEICHNE TIPOTUBOPBOTHBIX CPE/ICTB.
JleyeHne mpoBOIAT Ha (POHE MOTHOTO 3aIpeTa Ha IOCTY-
TJICHWE a30TCOIEPXKAIIIX BEILECTB per 0S UM BHYTPUBEH -
Ho. HeobOxoanmoe [uist sHepreTMIecKuX 3aTpaT KOJTMUECTBO
kayopmii (80—100 Kkas/Kr/mneHb 1T MIIaJIeHIIeB) obecIie-
yuBaetcd 10—15 % pactBopoM rmoko3bl. [TomnepxuBaro-
1ast Teparvst BKIIIoYaeT BHYyTPUBEHHOE BBEIEHUE B TEUEHUE
6osee 24 u B 10 % pacTBOpe r1oKo3bl (400—600 Mi1/Mm?2)
6enzoata Hatpus 0,25 r/Kr/aeHb uam 5,5 r/m2/neHn de-
Hutanerata Hatpust, 10 % apriuHUHA TUAPOXJIOPUAA 2 MT/KT
wm 4,0 t/m%/nens. [T1a3MeHHbIE YPOBHY MOHOB aMMOHMS,
anekrpouTos, pH, pCO, HEOOXOAMMO KOHTPOJIMPOBATH
cpazy TocJIe 3aBepIlIeHUsI TIEPBOTO BIMBAHUS M KaxKble 8 4
TIPY TIOIICPXKUBAIOIIIEH TepaIiy, TIoKa YpOBHU aMMOHUSI
He OyayT HopMayin30BaHbI. 1o KOHTpOJIeM 3TUX MoKa3a-
TeJIei TaKKe OCYIIIECTBIISIIOT MHANBUIYATbHYIO KOPPEKIIUIO
JIO3UPOBOK TIEPEUYMCICHHBIX BBIIIE TpernaparoB. [eMo-
JIMaJTN3 B KAUECTBE YPE3BBIYATHON MEPBI UCTIONB3YIOT, €CITH
cojiep>XaHe MOHOB aMMOHMUs B TJIa3Me CYIIECTBEHHO
He CHIKaeTcs B TedeHue 8§ 4. [eMoaranm3 MpuHIUITIaIbHO
oouiee acpdpexTrBeH (B 10 pa3), ueM nepuToHea bHbIN Aua-
JIV3 WV apTepruoBeHO3HAasT TeMOpWIBTpalinsi, 0COOEHHO
Y IeTeil B COCTOSTHUU KOMBI C TIPEBBIIIIEHUEM COIEPKaHUSI
MOHOB aMMOHUS B 11a3me B 10 u 6osee pas. [1ocie BbiBe-
JICHWSI 13 OCTPOTO TUTTEPAMMOHMEMMIECKOTO Kpr3a Ha3Ha-
qaroT: 1) nuerty ¢ orpaHndeHneM 6enka — 0,7 T/Kr/neHb
¢ mob6askoit 0,7 T/Kr/neHb He3aMEHUMBIX aMIHOKHUCIIOT
¥ JOCTaTOYHOM KaymopuitHocThio (100 KKa/Kr/meHs), He-
00XOIMMOM TS pocTa M Pa3BUTHS, TTOJT KOHTPOJIEM T11a3-
MEHHOTO YPOBHS aMMOHUs, rimyramuHa (< 1000 MkM; o-
BBIIIICHUE €70 YPOBHSI MPENIIECTBYET TUTIEPAMMOHMEMUM )
M aHTPOMOMETPUUECKUX TToKazaTeseit; 2) peHundyTupar
Hatpus B 103¢ 450—600 Mr/Kr/neHb, KOTOpHIii B 2 pa3a a¢-
(bexTHBHEE OEH30aTa HATPUSI per 0 151 AKTUBALMU JIATEHT-
HOTO OMOXMMMYECKOTO TTYTH CUHTe3a (DeHMIALIeTYIITITyTa -
MWHA, BBIBOISIIETO U3 OPraHMW3Ma a30T BMECTO MOUEBUHBI,
3) uutpyJuiiH B go3e 170 MT/Kr/aeHb, SBISTIOIINIACS
WCTOYHUKOM CMHTE3a aprMHUHA. B rmpomake nMeroTcs crie-
[IMATM3UPOBAHHbBIE TTPOIYKTHI /IS AUETHI TIAIIMEHTOB C Ha-
PYIIEHMSIMU 1IMKJIa MOYeBUHOOOpa3oBaHusl. KopTukocre-
pouaHas Tepanus, NPOoAYLUpPYIoIas OTPULIATETbHBIN
a30TUCTBIN OaJlaHC, MPOTUBOMOKAa3aHa 3TUM OOJIbHBIM [ 13,
14]. Cneunduyeckoit Tepanu HeOCTaTOYHOCTA OPHUTHH-
TpaHcKapOaMuIa3bl He IIPOBOIVIIN BBUTY OTCYTCTBUSI TTOJI-
TBEPKIAIOIINX TUAaTHOCTUYECKUX TaHHBIX, B IIEPBYIO OYe-
pelb pe3y/IbTaTOB TAaHIEMHOI MacC-CITIEKTPOMETPU KPOBH
n JIHK-1uarHocTuku.

3akniouenue
HBOB He pacrno3HaloTcst WK MO3AHO IMarHOCTUPY-
FOTCS B TIPAKTUKE OTEUECTBECHHOM ITeIUaTpUU M 0COOCHHO
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HeoHaToJIornu. MHorue u3 3Tux 3a00JeBaHU MOTYT -
(heKTUBHO KOPPUTHUPOBATHCS, TIOITOMY pa3padboTKa Moj-
XOJ0B K MX AuddepeHInaTbHOi TUarHOCTUKE SIBJISIETCS
aKTyaJIbHOU 1 MMeeT OO0JIbII0E MPAKTUYECKOE 3HAUCHUE.

OpnHolt U3 aKTyalbHbBIX 3aa4 B 00JIACTU TUarHOCTUKU
HBOB sBasercs coBeplieHCTBOBaHWE HEOHATAIbHOTO
ckpuHuHra. Bo muorux ctpanax Espornst u B CILIA mac-
COBBIf CKpUHUHT HOBOPOXJIEHHBIX BKJIIOUAET 00C/Ie0Ba-
HUe Ha HecKoJibKo necsaTkoB HBOB MeTomoM TaHmeMHoOI
Macc-crnekTpomerpnu [12, 13, 15]. B Poccuiickoit @ene-
paluu sl ée BHEAPEHUS B KaueCTBe OCHOBHOTO METO/Ia
00cie10BaHUs HOBOPOXKIEHHBIX HEOOX0IMMa MpeIBapu-
TebHAas paboTa Mo KOJIMYECTBEHHOM OLIEHKE U3MEPSIeMbIX
COCMHEHUN, COCTABJICHUIO aJITOPUTMOB MTOATBEPXKIAI0-
LIe¥ AMAarHOCTUKU T KaXI0 HO30JI0THYECKON (hOpMBbI
U pa3zpaboTKe OpraHM3alMOHHBIX MPUHIIUIIOB TaKOTO
pona CKpUHUPOBaHUS.

B Hamei ctpaHe 10 HACTOSIILIETO BPEMEHU HE PEILICHbI
HEKOTOpbIe MPOOIeMbl MOATBEPKAAIOIIEH TUATHOCTUKYU
3a00J1eBaHU A, BKJIIOUEHHBIX B IPOrpaMMy MacCOBOTO 00-
cJieIoBaHUSI HOBOPOXKIEHHBIX HA JaHHBII MOMEHT. [lox-
tBepxaatomas JJHK-auarnoctuka HacaeACTBEHHBIX 3a-
0OoJieBaHUI MMeeT OOJIbIIIOE 3HAYEHUE, a TSI HEKOTOPbIX
Oosie3Heit, B Tom unciie otHocsamuxcst K HBOB, oHa siBisi-
eTcsl HanboJiee MPeANnOYTUTENbHBIM OaX010M. be3ycioB-
Ha IPUOPUTETHOCTh MOJIEKYJISIPHO-TEHETUYECKUX METOJIOB
MPY YCTAHOBJIEHUU T€TePO3UTOTHOTO HOCUTEIBCTBA, a TaK-
XK€ B MPEeHaTAJIbHOU TUarHOCTUKeE 3a00JIeBaHUM, TTPU KO-
TOPBIX MyTAHTHBIN (PEPMEHT HE IKCIIPECCUPYETCS B KIIET-
Kax BOPCHUH XopuoHa. st pazpaboTku 3(PpPeKTUBHBIX
npotokosioB JIHK-nuarHocTiky oTae bHbIX HO30J10THYe-
ckuX HopM HEOOXOAUMBI JaHHBIE O YaCTOTE U CIIEKTpe
MyTauuii. OmHaKO UCCIIEIOBaHUS, TTOCBSIILIEHHBIC AHATU3Y
yacToThl U cnekTpa mytauuii npu HBOB B Poccuiickoii
®enepaliny, HOCIT OTPaHUUYEHHBIIN XapaKTep, YTO CBS3aHO
B OOJIBIIMHCTBE Cy4YaeB C PEAKOCTHIO 3TUX 3a00IeBaHUIA.
Huszskas yactoTta, BbIpaXXeHHbI KIWMHUYECKUN U OUO-
XUMUWYECKUN MOIUMOP(U3M, reHeTUYeCKasi TeTepoTeH-
HOCTb, a TAKXXKE HAJIMYKE TeHO- U (PeHOKOMUIA 3aTPYAHSIOT
nuarHoctuky HBOB kak Ha KJTMHUYEeCKOM, TaK M Ha Ja-
6opatopHOM ypoBHE. OJTHaKO COBEPIIEHCTBOBAHUE METO-
JIOB JIeYEHUs TUX 3a00JIeBaHU, KOTOpoe HaOI0aaeTCs
B MOCJEAHUE TOABI, TpeOyeT 0COO0r0 BHUMAHUSI K HUM,
MOCKOJbKY OT paHHEl MUarHOCTUKHA BO MHOTOM 3aBUCHUT
1 3 HEeKTUBHOCTb MPOBOAMMOI Tepanuu [2, 7, 8, 13, 14].
B vactHOCTH, ompenesieHue YPOBHSI MOHOB aMMOHUS
B IJIa3M€ KPOBHU CJIEAYeT BKJIIOYATh B AJITOPUTM OMOXUMMU-
YecKOro o0cieoBaHUS Y BCeX AETeil ¢ Moao3peHueM
Ha MeTabOINYEeCKUIA KPU3 B LIEJSIX OBICTPOTO BBISIBJICHUS
HapyleHui OMOCUHTE3a MOYEBUHBI 1 CBOEBPEMEHHOTO
Hayajia maTOreHETUYECKOTO JICUeHUS.

YuutsiBast OTATOLIEHHYIO HACJIEACTBEHHOCTh (POMIO-
CJIOBHAsl COOTBETCTBYET X-CLIEIUIEHHOMY PELlECCUBHOMY
TUIY HACJIEIOBAHUSI, XapaKTEePHOMY JUISI HEAOCTATOYHOCTH
OpPHUTUHTPaHCKapObaMuiasbl, B TO BpeMs KaK MOAaBIsio-
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ee 6onbirHcTBO HBOB, ¢ koTOphIMU TpOBOAWIN AUD-
(bepeHIMATBHBIN AUATHO3, UMEIOT aQyTOCOMHO-PELIECCUB-
HBII TATT HACJIeIOBaHMsI ), TaHHbIe aHaMHe3a (B TOM YKCTIe
JIeOI0T Ha TTIePBOM TOY XXM3HM C OTKA30M OT THUIIHU, PBO-
TOMH, BSIOCTBIO BIUTOTH JIO JIETAPTUH C PACCTPONCTBOM CO-
3HAHWS, CYIOPOXHBIM CHHIPOMOM; OTKa3 OT yroTpeoie-
HUST MSICHOM TTUIITM B MEXKTTPUCTYITHBII TIEPUOT; TEMTIOBasI
3a/iep>KKa TICUXOMOTOPHOTO U PEYEBOTO Pa3BUTHS), KITH-
HUYECKYI0 KapTUHY, pe3yJIbTaThl MHCTPYMEHTAIbLHOTO
(B TOM yncie KApTUHY OTEKa FOJIOBHOTO MO3ra) U JJabopa-
TOPHOTO OOCIIENOBAHMI (OTCYTCTBYIOT JAHHBIE O COAEPXKa-
HUW MOHOB aMMOHWUS B TIJIa3Me, OJTHAKO BBISIBJICHO CHU-
JKE€HMe KOHIIEHTPaIlMY IIUTPY/UTMHA B KPOBU B COUETaHUM
C TIOBBIIEHWEM YPOBHSI OPOTOBOIl KHUCJIOTHI B MOYe

1

B 24,5 pasa BbIllle HOPMBI), JIETAJIbHBII UCXOJl B BO3pacTe
1 roma 29 cyTtok, y npobaHaa HauboJiee BEPOSITHBIM CJie-
JyeT CYUTATh TUArHO3: HEMOCTATOYHOCTh OPHUTUHTPAH -
ckapbamMuiadbl (HaclieACTBEHHAass aMUHOAlUIO0TaTUsI
W3 TPYIIbI HApYLIIEHUIA OMOCUHTE3a MOYEBUHBI C X-ClIe-
TUIEHHBIM PeLeCCUBHBIM TUIOM HacjaeaoBaHusi, OMIM
311250), undantunbHasg popma. Metaboanueckas «Ka-
TacTpoda» ¢ MOCIEAYIOIIUM HapacTaHUEM HEBPOJIOTHUYe-
CKOIf CHMIITOMATUKU BO3HUKJIA HA (DOHE PeCTTUPATOPHOMN
UHGEKIMU, KYTMPOBaHHOU K MOMeHTY cMmepTu. Hemo-
CpeNCTBeHHAs MPUYMHA CMEPTU — OTEK FOJIOBHOTO MO3ra.
B npeacraBieHHOM NpuMepe BakKHO OTMETUTh TUATHO-
CTUYECKYIO 3HAUMMOCTh CBOEBPEMEHHOIO MPOBEACHUS
MEINKO-TeHETUYECKOTO 00CIeJOBaHUS.
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