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Baenenue

OmnpeneneHne KOHIEHTPAIUM OPTaHUYSCKUX
KHCJIOT B OMOJIOTUYECKMX KUIKOCTSIX SIBJISIETCS He-
00XOIMMBIM YCJIIOBUEM OUATrHOCTUKM IIMPOKOTO
CMEKTpa BPOXIEHHBIX U NPUOOPETEHHBIX HapyLlIe-
HUI 0OMeHa OpraHUYecKuX KUcjaoT. OpraHndeckue
KHCJIOTHl SIBJISTIOTCSI KJIFOUEBBIMM METa0OIMTaMU
MPaKTUIECKA BCEX IMyTe MPOMEXKYTOIHOIO MeTa-
Oom3Ma: aMMHOKMCIIOT, YIJIEBOAOB, KUPHBIX KHC-
JIOT, IIypPMHOB, MMPUMUIMHOB, a TAKXKE METa0OJ M-
TaMHU JIEKAPCTBEHHBIX IIperapaToB M IIPOAYKTOB
KM3HEACSITSIbBHOCTH  MHUKpPOOpPraHu3MoB. Komm-
YEeCTBEHHOE OIIpelc/ieHe OPraHu4YeCKUX KHCIOT
MOYM OCOOEHHO BaXKHO [IIJII UATHOCTUKU OpPraHU-
YeCKMX allAypuid — HACJIeICTBEHHBIX HApYIICHUH
MIPOMEXYTOUHOTO METaboJMM3Ma C XapaKTepHBIM
HaKOIUIEHUEM KapOOKCUIOBBIX KUCJIOT.

HccnenoBaHre opraHMIECKUX KMCIOT BKIIIOYA-
eT B cebd 4 aramna:

—BKCTpaKIMs KUCIOT U3 OMOJIOTHIEeCKIX K-
KOCTEM;

— TIOJMy4YeHHEe TPUMETWICWIIMI IIPOU3BOIHBIX
OpTaHUYECKMNX KUCIIOT;

— pasaesieHre TMOJIyYeHHBIX 00pas3loB C HC-
MOJb30BAaHMEM Ta30BOl Xxpomartorpadum Macc-
CIIEKTPOMETPUU,

— UACHTU(PUKAINSI ¥ KOJIMISCTBEHHBIN PacueT
MeTabOJIUTOB € MCIOJb30BAHUEM KOMITBIOTEPHOI
IIPOTrpaMMBI.

KonnuecTBeHHBIN pacy€T OpraHUYECKUX KHC-
JIOT MOYU MPOBOAUTCS B IMepepacuére Ha YpPOBEHb
KpeaTMHWHA, COTJIaCHO MPUHSITEIM B MUPOBOM Me-
OUIIAHE eIMHULIAM U3MEPEHUS.

IHeap wucciaenoBaHusA: IUArHOCTUPOBATb Ha-
CJIeACTBEHHbIE 00J1e3HM 0OMeHAa OpraHUYeCKUX KUC-
JIOT MOYM C MOMOIIbIO Ta30BOI XpoMaTorpaduu.

MarepuaJibl 1 METOIBI HCCJIEA0OBAHUS

ITIpuBoaUM COOCTBEHHOE HAOJIOAEHUE auar-
HOCTUKHM IJIyTapoBoii ammaypuu 1 tmma. boabHoit
E., 2010 . p., HanpaBieH B XCMI'1l B cBs3u ¢ 3a-
JEPKKOH TEMITOB IICUXO-MOTOPHOTO pa3BUTHS.

Ponutenu npeabsBiasyiv Xajao0bl Ha 3aaepxk-
Ky TEMIIOB IICUXOMOTOPHOIO pa3BUTHUS (TOJIOBY
He yIep>XXUBaeT, He CUAUT), 3aePKKY PEYEBOTo pa3-
BUTHUS (HE TOBOPUT), OECITOKOMHBIN COH.

M3 anamHe3a 3a0oieBaHMsI W3BECTHO, YTO
B Bo3pacTte 5 mecdieB Ha ¢poHe OPBU c noBklile-

HUEM TeMIIepaTyphl Teja MOSIBUJINCH CYIOPOXKHEIC
MIPUCTYIILI B BUIe PUKCAIIUM B30pa, TOHUIECKOTO
HaIpsDKeHUsT KOHewyHocTeil. locrmranm3mpoBaH
B CTallMOHAp, COCTOSIHUE OLIEHEHO KakK TSIKEoe:
peOEHOK OBUI BSIJILIM, COHJIMBBIM, IBUTaTeIbHAs
AKTUBHOCTh PE3KO CHIDKEHA; TOJIOBY HE yIepKu-
BajJ; MNepUoaAMYecKU Habaomaucs cuMmnToMm Iped-
de; opodaumaibHble, TOPCUOHHBIE TUIIEPKUHE3HI,
MBIIIIEYHAs] TUCTOHMS Ha TUIOTOHWYHOM (hOHE;
pedaeKCh ¢ PYK CHIDKEHBI, C HOT OXXWBJICHBL.
B kxpoBu ormeyanach aHemus (remorjaoouH 104,
105 r/m). IIpn AMPT ronoBHOro Mo3ra (22 mapta
2011 1) BBIIBIEHO: CMelllaHHas TuApoLedaus; KUuc-
Ta TIPOMEXYTOYHOTO Mapyca, TMIMOTpoUs JTOOHBIX
M BUCOYHBIX AoJieit. [N1azHoe n1HOo 6€3 MaToJIOrvu.

YcTaHOB/IEH AMArHo3: Helpo-AereHepaTUBHOE
3a00JieBaH1E HEPBHOM CUCTEMBI.

M3 aHamHe3a XXWU3HU U3BECTHO, YTO MAaIbuMK
poauics ot 11l 6epemeHHOCTH, TIpoTeKaBllieil 6e3
ocioxHeHuit, II1 pomos dusmosornyeckux B cpo-
ke recrauuu 39-40 Hemenb. Bec mpu poxaeHuun
4490 rp., poct 57 cM; ouLEHKa Mo IuKajae Armrap
8-9 6annos. JIo 5 mecsieB (puznyeckoe U MCUXO0-
MOTOPHOE pa3BUTHE COOTBETCTBOBAJIO BO3PACTY,
B 5 MecCSI1IeB MBITAJICSI CAMOCTOSITEILHO CUIETh.

OcobeHHOCTH (DeHOTUIIA: TEJIOCTOKEHUE acTe-
HUYECKOe, TOBEPXHOCTHOE PACTIONIOXEHNE TTOTKOX-
HBIX BeH, OJIETHOCTb 1 MPAMOPHOCTH KOXKHBIX ITOK-
POBOB, IepUOPOUTANIbHBIE TeHU, MaKporedanus,
BBICTYITaIOIIME JIOOHBIE OYIPhl, KOPOTKMIA HOC, HU3-
KO pAacITOJIOXKEeHHBIE YIIIHBIE PaKOBUHEI, KOPOTKas
IIes, TUIIEPTPUX03 Ha CIIMHE, TUIIEPMOOUIIBHOCTh
cyctaBoB, KinHogakTwius 11 manbla KucTei.

KinuHuKo-reHealorndeckuii aHalIu3: y PoJc-
TBeHHUKOB [-II cTreneHu poacTBa cepaeuyHO-COCy-
nucTast (BapUKO3HOE paclIdpeHue BeH, WHCYIIBT,
nuieMudeckast 60J1e3Hb cepAla) U OHKOMATOIOTHS.

Pe3yasrarTsl Hccie10BaHTiA

— OMOXMMMYECKWI aHaJu3 KPOBU. CBIBOPO-
TouHoe Xene3o 8,29 (9,0-21,5); ypoBeHb IIIOKO3HI,
JIAKTaTa, XoJIeCTepMHa, MOYEeBOI KMCIIOTBI, OUJTUPY-
OMHa B IIpeeiax HOPMBI;

— MCCefoBaHMEe MOYM METOIOM Ta30BOM Xpo-
MaTorpapuM M Macc-CIEKTPOMETPUM: TJIyTapar
1849,5 mmonb/Monb Kpeatr (1o 3,62 MMOJb/MOJIb
Kpear); yMepeHHOe MOBBIIIEHNE psiia IPYyruxX opra-
HUYECKHNX KUCJIOT;

— FOMOLIMCTENH KPOBU — 8,4 MKMOJIb/J1 (HOpMa 10 5);
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— uCCledoBaHUE IIOJMMOP(HBIX BapHUaHTOB
TEHOB CUCTEeMBI (POJJATHOIO LIMKJIA — BBISIBJICH T€H
MTRR A66G B roMO3UTOTHOM COCTOSIHWU;

— AAMPT ronoBHOro Mo3ra: cMelaHHas TUAPO-
nedanus; KMUcTa IpoMeXyTOYHOTrO Iapyca, TUIoT-
podust TOOHBIX U BUCOUYHBIX 0JIEH;

— Y3M BHYTpEeHHMX OpraHOB. YMEPEHHOE
MOBHIIICHNE 3XOIUIOTHOCTH TEYeHM; NPU3HAKHU
H2KBIT; HeomHOpOAHAS CTPYKTYpa MOIKETYI0YHOM
JKeJIe3bl.

— uccaenoBanue Mmerogom I1JIP® rena GCDH
(royTapoBas alyaeMus, TUI 1) odHapyXkeHa MyTa-
nust Argd02Trp B rOMO3UTOTHOM COCTOSTHUM.

Ha ocHoBaHuM kayo0 (3amepxxkKa ICUXOMOTOP-
HOTI'O M peY€BOT0 pa3BUTHS ), aHAMHECTUYECKMX TaH-
HbIX (OCTpOE Havyajio 3a00ieBaHUs B BO3pacTe 5 Me-
cs1eB), ocobeHHocTel (peHoTHNA (MakpoLedanusl,
KJIMHWYECKMe Mpu3HakKu aeduuuta (GepMeHTOB
¢onaTHOro 1UMKIAa), KIMHUKO-TE€HEATIOTMYECKOTO
aHanu3a (CepAeYHO-COCYAMCTast U OHKOIATOJIOT S ),
a TakXKe pe3yJbTaTOB IOIMOJHUTEIbHBIX METOIOB
HuccieqoBaHus (BbIPaXXE€HHOE ITOBBILIEHUE YPOBHS
riyTapara Opyd OpoBeIeHMM ra3oBOil XpoMaTorpa-
¢uu Moum; obHapyxxeHa myTauus Arg402Trp B ro-
MO3UTOTHOM COCTOSIHUM; TUTIEPTOMOLIMCTEMUHEMUSL.

IIpu uccnenoBaHUM MOJUMOP(MHBIX BapHaH-
TOB I'€HOB CUCTEMBbI (DOJIATHOTO LIUKJIA BBISIBJIEH TeH

MTRR A66G B rOMO3UTOTHOM COCTOSIHMM) YCTa-
HOBJIEH AMarHo3 — BPOXIEHHOE HapylleHue ooMe-
Ha OpraHUYeCKUX KUCJIOT — IIyTapoBas alluaypus,
tun 1. [Tomumopdusm rena MTRR A66G B roMo31-
TOTHOM COCTOSIHMM. [UneproMmouucTenHEMuSI.

JaHbl peKoOMeHIalWUu: AUETOTepanus C orpa-
HU4YeHUeM Oenka (TpunrtodaHa, Ju3uHa, METUOHU-
Ha), odoralleHre palMoHa MPOAYKTaMU C BBICOKUM
comepxaHueM ButaMuHoB B, B, v ¢omeBoit kuc-
JIOTHI, KAPHUTHUH.

BoiBoapl

OmnucaHHBIN METOJ SBISIETCS BaXKHBIM B AUa-
THOCTUKE MeTabOJMUYeCKUX HapylleHUi Ojaroga-
psl TOMY, UTO C €ro MOMOIIbIO MOXKHO OIpeneasiTh
IIAPOKUIA CHEKTP Pa3IUYHBIX OpPraHUYECKUX CO-
eInHeHnl. BMecTe ¢ 3TMM TaHHBII METO, SIBJISIETCS
JIOCTATOYHO CJIOXKHBIM U JJIsl €ro peaau3alluu He-
00XOIMMBI TJYOOKHE Y3KOCHeUMaTU3UPOBAHHbIE
3HAHMUS B 00JIACTU OPraHUYECKOU U OMOJIOTUUEeCKOM
xumMuii. OcHOBBIBasICh Ha omnbiTe padoTel XCMI'TI
U MeTaboJIMYEeCKUX LIEHTPOB 3a pyOexkoM, OITHU-
MaJIbHbI pe3yJibTaT B JUAarHOCTUKE U JIeYCHUU Ha-
pylIeHUi MeTabonau3mMa JOCTUTraeTcss MpU TECHOM
COTPYAHUUYECTBE Bpaya-reHeTUKa U Bpadya-01oJiora.




