KaMeZlb POKKOBOro jepeBa. llocTymas B TOJCTYIO KHUIIKY 3aryCTH-
Telb, GEePMEHTUPYETCS O MyTHU, CXOAHOMY ¢ hepMEeHTAIIUEN OJIUTroc-
axapuJioB TPyAHOT0 MOJIOKa OM(puI00aKTEpUSIMHU U JIAKTOOAKTEPUSIMHU
70 KOPOTKOIETOYEYHBIX >KUPHBIX KHUCJIOT, ra3oB U Bojbl. OOpa3zyto-
I[UEeCs ra3bl PACTATUBAIOT CTEHKY KHIIIKH, YTO BBI3BIBACT pediieKTop-
HOE YCUJICHUE TIEPUCTATBTUKH TOJICTOM KUILIKH, U aKTUBU3UPYET OIO-
POKHEHUE KHUIIIEUHMKA, TEM CaMblM YMEHBIIACTCS KHUIICYHO-
MEYECHOYHAs peLUPKYISALUS OMIupyOuHa.

TakuM o0Opa3om, BKJIIOUCHHE B THUTAaHUE HOBOPOXICHHBIX C
HEKOHBIOTUPOBAHHON  rUnepOmIMpyOrHeMuen  aHTUPEPIAIOKCHOM
cmecu B oobeme 10-40 mi B KaxkJoe KOpMJIEHHE, CIIOCOOCTBOBAIIO
OBICTpON HOpMAanU3aIys OUIMPyOMHA B CHIBOPOTKE KPOBH, IO CpaB-
HEHHUIO C JETbMHM KOTOPbIE€ BCKAPMIIMBAINUCH TOJIbKOw=CTAHIAPTHOU
CMECHIO.
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PEJIKAA HACAEACTBEHHAA BOJIE3HD Y
HOBOPOKIAEHHOI'O

I ypraa JLH., Epoxnna HA’

1 < . .
1 pooHencKUU 20€y0apcmeeHHbIU MeEOUYUHCKULL YHUBEPCUMEM,
1 poonerckas obacmuas 0emckas KiuHuuyeckas 601bHuYa

[ yzapoBas amuaypus tan 1 (I'Al) — HaclienCcTBEHHOE ayToO-
COMHO-pELECCUBHOE 3a00sieBaHUE, OOYCIOBJIEHHOE MYTAIUSIMU B
rene GCDH. konupyromiem, BeipaboTky hepmenta riaytapuia-KoA ne-
ruporeHassl. B pesynbraTe aeduuutra pepmeHTa B OMOJIOTHUECKUX
KUJKOCTSIX W TKaHSIX HAKAIUIMBAIOTCS TIyTapoBas U 3-TUAPOKCH-
rJIyTapoBasi KHUCJIOTHI, OKa3bIBAIOIINE BbIPAKEHHOE HEUPOTOKCHUYE-
CKO€ JIeiCTBUE, BbI3bIBAas HapylleHUs B GOPMHUPOBAHUU KOPKOBBIX U
MOJIKOPKOBBIX CTPYKTYp TOJIOBHOT'O MO3Tra, IPUBOJIS K OTCTAaBAHMIO B
NICUXOMOTOPHOM pa3BUTHU. B Hacrtosdiee Bpemsi Onarogapsi paHHei
AMArHOCTUKE, HA3HAYEHUIO CIEeUU(PUUECKOro JCUEHHs] KaUeCTBO KHU3-
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HU JICTEN C TIIyTAPOBOU allUAYPUEN HE OTIIMYAETCA OT 310POBBIX MIla-
JICHIICB.

3ano03pUTh TIYTAPOBYIO alMypPUI0 B MEPUOAE HOBOPOKJICH-
HOCTH CJIO’KHO, TaK KakK HET crneru@UueckuxX KIMHUYECKUX U Jadopa-
TOPHBIX IPOsIBICHUM 3a00sieBaHus. 'A1 0ObIYHO JNeOIOTUPYET B paH-
HEM JICTCKOM BO3pacTe — OT 3 /10 36 MecsIeB, ¢ MMKOM MaHudecTa-
uuu oT 6 10 18 mecsres.

Huarnoctuka I’A1 OCHOBBIBAa€TCSI HA HEOHATAIILHOM CKPUHUHTE.
C nomompio TanaeMHoi-mMacc cnekrpomerpun (TMC) oripenenstoT
KOHIICHTPALIMK allUJIKAPHUTHHOB (TJTyTapUIKAPHUTHHA) B MIATHAX BbI-
CYIIEHHON KPOBH, TMOBBIIMIEHHOE €ro COJEpkKaHUE TPEOYET KOoIruye-
CTBEHHOT'O OMNpPEACIICHUS TIyTapOBOU U 3-THAPOKCU-LIYTaApPOBOM KHC-
JOT B MOY€ W KPOBH, BBIsABIEHUA MyTanui B reHe-GCDH. Jleuenue
npeayCMaTpUBAET OTPAHUYCHHME TIOCTYIICHUS * Oelika, Ha3HAuYCHHE
CHENUATM3UPOBAHHOTO JI€YECOHOTO THUTaHUS, L-KapHUTHHA, TPYIHOE
MOJIOKO HE MPOTHUBOMOKA3aHO.

[IprBomMM COOCTBEHHOE KIMHUYECKOE HAOJIOJCHHE 3a HOBO-
poxaeHHbIM pedbenkoM ¢ ['Al. HeneHoLIeHHBINH MalbuMK IEepeBeICH
U3 POJAWJIBHOIO JIoMa BO 2-€ MeAMaTPUUEeCKOe OTIEICHUE AJII HOBO-
POKJICHHBIX M HEIOHOIICHHBIX AeTEH JETCKOM 00JaCTHOW KIWHUYe-
ckoit 6onbHULBI (VY3 «['OAKB») B Bo3pacTe 26 aHel XU3HU C Jua-
THO30M: sHIeaonaTis | HOBOPOXKIECHHOTO  TUIMOKCUYECKHU-
UIIEMUYECKOT0 TeHe3d, CUHAPOM JBUTATEIbHBIX PACCTPOWUCTB, BEH-
TPUKYJIOAUIISATALMS, MHOXKECTBEHHBIE JBYCTOPOHHUE KUCTHI B 00Ja-
CTH COCYJUCTBIX CIIETEHUI, HEJIOHOIIEHHOCTh 34 Hellenu.

N3 anamHe3a, m3BecTHO, pedbeHok ot |l GepemennocTu, | mpex-
JIEBPEMEHHBIX\POIOB B CpOKe recranuu 34 Hemenb, Macca Teja Mpu
poxaenun 2260,0 r, nnuna Tena — 47 cM, OKPY>KHOCTh TOJIOBBI — 31
cM, OKpyxHOCTh rpyau — 30 cM, orieHka 1o mkaine Anrap 8/8 6amios.
[lepBast 6epemenHocth B 2013 roy 3aKOHUMIIACH CAMOTIPOU3BOIHBHBIM
BbIKHMbIIIIEM B 3 Henenu. JlaHHas OepeMeHHOCTh MpoTekana Ha QoHe
recroza O1PgHg. ¥V martepu ruaponedpos |-l ct. cnpaBa. Hacnen-
CTBEHHOCTb HE OTsroiieHa. Posbl myTeM 3KCTPEHHOU olepaiunu Keca-
PEBO ceueHue, BBUY HaYaBIICHCsl BHYTPUYTPOOHON TMITIOKCUH TIJIO/A.

CocrosHue pedeHKa MOCie POXKICHUS CPEAHEN CTENEHU TSKe-
CTH OOYCJIOBJICHO [IbIXaTE€JIbHOW HEIOCTATOYHOCTHIO, CHHIPOMOM
yTHETEHUsI HEepBHO-pediekTopHON BO30yauMoctu. OOcienoBaH Jia-
oopatopHo: ob6muii ananu3 kpoBu (OAK), OGmoxumudeckuii aHaaus
kpoBu (BAK), o6muii ananmu3 moun (OAM), KUCITOTHO-OCHOBHOE CO-
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CTOSIHME: TIOKAa3aTelIM B Mpeleiax BO3PACTHOM HOpMBI. IIpu ynbTpa-
3ByKOBOM HcciegoBanuu (Y3M) ronoBHoro mo3ra Ha 3-€ CYyTKHU KHU3-
HU BBIABJIEHBI KUCTBI B 00JIACTH COCYJHUCTBIX CIJIETEHHI, BEHTPUKY-
JOAWIISITALIUSL ¢ 00EUX CTOPOH, U3BMEHEHUM CO CTOPOHBI BHYTPEHHHUX
opraHoB He BbIsiBJIeHO. Ha (oHe mpoBOAMMOro JI€UeHUsI COCTOSIHUE
peOeHKa M0 COMaTHYECKOMY CTaTyCy C TMOJIOKUTEIbHON TUHAMHUKOM,
OJIHAKO, COXPAHSUINCh MPU3HAKA YTHETEHUSI HEPBHO-PEICKTOPHOMU
BO30Y/IMMOCTH B BU/JI€ CHUKEHUSI MBIIIIEYHOTO TOHYCA, YTHETCHUSLPE-
(biekcoB mepruoia HOBOPOXKIESHHOCTH. BekapMiiiBaHUE €CTECTBEHHOE.
[Ipu Y3U romoBHOro Mo3ra depe3 21 eHb OTMeUaiach OTPHUIIATENh-
Hasl IMHAMUKA B BU/JIC HAPACTAHUS pa3MePOB OOKOBBIX JKEJIYI0MKOB.

ITpu nepeBone Ha BTOpoil 3tan BhixaxuBanus (Y3, «['OIKb»)
COCTOSIHUE peOEHKAa OCTaBaJIOCh CpelHElN cTeneHu TshkecTu. Coxpa-
HSJIUCh MPU3HAKW YTHETEHUS HEPBHO-pEeIECKTOPHON BO30YAMMOCTH:
CHIDKEHHME MBIIIEYHOTO TOHYCa U pe(IeKCOB HOBOPOXKIACHHOIO, W3-
pellka OTMEYaJICs KPYHNHOPA3MAaIUCThIA TPEMOP KOHEYHOCTEHW, MPO-
BoLIMpYyeMbIid ocMoTpoM. Pebenok oOcinenoBan OAK, OAM, BAK:
JaHHBIC JIAOOPATOPHBIX UCCIICAOBAaHUN B, IIPEAeiax BO3PACTHOU HOP-
Mbl. UMMyHO(QEpMEHTHBIN aHAIN3 HA FOKCOILIa3MO3 OTPUIATEIbHBIN.
Metonom TP obcnenoBan Ha repfiee i [IIMB — JIHK k Bupycam He
oonapyxensl. [Ipu Y3U cepaiia, OpraHOB OPIOIIHOM MOJIOCTH U ITOYEK
— MATOJIOTUU HE BBISBIEHO. Y 3U FOJIOBHOIO MO3ra — KUCTHI COCYIU-
CTOTO CIUIETeHMS clieBa. MarHuTHO-pe3oHaHcHas Tomorpadus (MPT)
TOJIOBHOI'O MO3Ta — IMPU3HAKHA HAPYKHOUM Tuaporedanuu, cydapaxHo-
UJATbHBIX KUCT, pacCUIUpeHus [IUCTEPH OCHOBaHUA Mo3ra. Ha 2-e cyT-
KM TIOCJI€ TIOCTYIJICHHs B35Ta KPOBb Ha HACJEACTBEHHBIC OOJI€3HU
obmena BemiecTB metofiom TMC. BekapmnuBanue ectectBeHHoe. [1o-
Jy4da J€YEHHE: KOPTEKCUH, L — kapHUTHH.

Meroaom, TMC BBISIBIEHO IIOBBIIICHHOE COJECPXKAHUE TIIyTa-
pUJIKapHATUHA B MATHE BBICYIIEHHOW KpoBH. Jlnarno3 I'Al moarsep-
KICH MOJIEKYJISIPHO-TEHETHYECKU. MccieqoBaHus MpOBOAUIMCH Ha
0a3¢ KIMHUKO-IMArHOCTHYCCKOM T'eHEeTHYeCKOoW jabopatopmu [Y
PHLIL] «Matb u quts».

Jluarno3 I'A1 MoxeT ObITh 3aM01I03pEH y MAIMEHTOB, UMEIOITUX
B KJIMHUYECKOM KapTUHE B IEPHOJE HOBOPOKICHHOCTH UIATEIBHO
COXPaAHSAIONIMICSA CHHAPOM YTHETEHUS HEPBHO-PEPICKTOPHOU BO30Y-
JTMMOCTH, U3MEHEHUs npu Y 3U rojloBHOTO MO3ra B BHJIE BEHTPHKY-
JOAWIISITALIUM, KUCT B OOJIACTH COCYAUCTBIX CIUIETEHUM TOCJE POXKIe-
HUs, C YBEJIUYECHUEM pa3MEpOB OOKOBBIX KEITYyJAOUYKOB B JUHAMUKE,
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u3MeHeHus npu MPT wucciieqoBaHuu rojoBHOTO MO3ra B BHUJE pac-
IUpPEHUsI CyOapaxHOUIAIbHOTO MPOCTPAHCTBA, HAJIMYHS CyOapaxHoO-
UJANTBHBIX KUCT, MaKkpoledanno, KoTopasi pa3BUBAacTCs B EPBbIC Me-
CSILIbl J)KU3HU. PaHHSIS TUAarHOCTHKA CIIOCOOCTBYET pallMOHAIBHON Te-
pamuu ['Al, nmpaBwibHOMY (PU3UYECKOMY U HEPBHO TNCUXUYECKOMY
Pa3BUTHIO TAHHOM KaTErOPHUU JIETEN.
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OBOCHOBAHHUE UCITIOJIB3OBAHUS HOBBIX
BUOMAPKEPOB IIPU DOHIAOMETPUO3E

I'yruxoBa JLB., IlaiioBckas M.A.
I’ poonenckuil 2ocyoapcmeenHvlii MeOUYUHCKUL YHUBEPCUMEM

AKTyaabHOCTb. JHI0MeTpuo3 BbisiBIsieTCs y 7/0-90% xeHIuH ¢
Pa3IMYHBIMU CUMIITOMaMU 0O (IHCMEHOpEs, NUCTIApEyHUS U/WIH
XpoHUYECKas TazoBast 00Jib). o [lo psiny nmpuuuH onpenenenue xapak-
TEPUCTUK CBSI3aHHOW C HHAOMETPUO30M OOJIM U BIUSHUS Ha HEE pas-
JUYHBIX METOJOB JICYCHUS TPEACTABISAECT 3HAUUTEIIHLHBIE TPYIHOCTH.
MHoTrHe KIMHULIUCTBI M MAIIMEHTKH MOJIaraoT, YTO TAXKECTh 00 IPH
SHJOMETPUO3E OTPEAEISAETCS BBIPAXKEHHOCTHIO TopakeHu. OgHaKO
3Ta MPUYMHHAS B3AMMOCBS3b JI0 CUX MOP OCTAETCS 3arajikoil, MOTOMY
YTO XapaKTepHbIC MJIsI SHAOMETPHUO3a CUMITOMBI OOJIM MOTYT BCTpe-
4aThCA'y WEHMIUH 0€3 ATOro 3a00J€BaHUs U UHTEHCUBHOCTh OOJIEBBIX
MPOSBJIEHUI HE BCETJIa KOPPEIUPYET C TAKECTHIO MOpaKeHU. ba3o-
BBIC/MEXAHU3MBbI OOJIM MPHU SHIOMETPUO3E /10 KOHIIA HE U3YUYEHBI, BO
MHOTOM BCJIEJICTBUE CYOBEKTUBHOM OIIEHKM MHTEHCUBHOCTH OOJIEBBIX
OIIYIICHUN U TEHICHIMHU K BOBJICUCHHUIO B HUX HOIUIICNITUBHBIX OT-
JICIIOB HEPBHOM CHCTEMBI Ha Pa3IMUHBIX yYpoBHsX [1-3, 6, 7].

N3ydenue u pa3pabOTKa HOBBIX OMOMApKEpOB B 3YTONMHYECKOM
SHJOMETPUU U B KPOBOTOKE JKEHIIIUH C SHJIOMETPUO30M IMPE/ICTABISACT
BAKHOE HaMpaBJIeHUE ISl pa3pa00TKU HOBBIX METOJOB paHHEU ua-
THOCTUKHU U JICUCHUS.

[To naHHBIM JAUTEpATYpPhl, CYIIECTBYET MHOKECTBO MOTEHIIUAIb-
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