PIOKICHI CMTAAKOBI XBOPOBW.KIIHIYHI CNOCTEPEXEHHA

YAK 575:577.112.386.2:[616.993.192.1:616.98:578.825.12]-036.12

O.b. Xmino

Miscobracnuil cneyianizo8anull MeOUKo-2eHeMuYHUL YeHmMp-yeHmp pioKiCHUX (Op@anHUX) 3aX60PI06AHD,
Xaprkie, YVxpaina

KJIHIYHUH BUIIAJTOK
CUHJIPOM CIMIICOHA-T'OJIABI-BEMEJISI.
I'MIEPTOMOIIUCTEIHEMIS.
XPOHIYHE HOCIICTBO TOKCOILJIA3BMOBOI
I HUTOMETAJIOBIPYCHOI IH®EKIIII

Beryn. Cungpom  Cimmcona-l'omabi-bemens
(OMIM 312870) — X-3ueruieHe pernecruBHe CIaJKOBE
3aXBOPIOBAHHS, SIKC XapaKTCPU3YETbCS 3HAYHUM
KITHIYHUM 110J1iMOpdi3MoM. OCHOBHUMH O3HAaKaMH
curapomy Cimncona-l'onabi-bemenst € riranTusm
(30inbIICHHS 3pOCTYy 1 Baru NpU HAPOIKEHHI),
HETpOIIOPLIMHO  BelIMKa TojoBa 3  IpyouMMH,
XapaKTepHUMH pucaMu o0nuuusi (rimepresnopism,
eMiKaHTyC, KOCO pO3TalllOBaHI OYHI  IIiJIMHH,
LIMPOKE TEPEHIiCcCs, IUPOKUH HIC 3 MOBEPHEHUMH
BIIEpEA HI3IPSAMH, BEJIUKUH POT , BETUKUH SI3UK 3
MO30BXKHBOIO OOPO3HOI0, YIIETNHA BEPXHBOI IyOoH
i/ab0 minHeOiHHs), KOPOTKa MIMsS; CHOCTEPIraloThCs
CKeJIeTHI aHOMaUTii (31U TTs XpeOlliB, CKOIi03, aHOMaJTi i
pebep, Bpo/pKeHa AKCITIa3is CTerHa), 3MiHHA KIHITIBOK
(LMpoKi 1 KOPOTKI CTOMHU 1 KUCTi, OpaxuoaKTHIIis,
CUHIAKTUJIiS, TTOJITAKTHIIiSA); IPUOIM3HO B TIOJOBUHI
BUIIAJIKIB Bi/JI3HAYAIOTHCS BPOIKCHI MMOPOKU CEpIs i
MOpYIIEHHsI 3 OOKY 1HIINX CUCTEM 1 OpraHiB (M’s30Ba
rinoToHiA, AladparManbHi 1 MyNKoBi TprxKi, HeeKTH
CEUOCTaTeBOI,  racTPOIHTECTUHAIBHOI  CHCTEMH
Ta iHII), Y XBOPHX MiJBUILICHUNA PU3UK PO3BHUTKY
eMOpioHabHUX MyXJIMH, TaKuX K HedpobiacTtoma,
rernaro0nacToMa, ToHagob1acTomMa, HeiipoOmacToMma.
Omnucani Bumagku cunapomy Cimrcona-I'ona6i-
Bewmernst 3 po3yMoOBOIO BiJCTaJIICTIO.

CunapoM 00yMOBIICHUI MyTAIli€r0 T'eHa TIIIi-
kaHa-3 (GPC3; 300037). BcranoBneHo npyruii 10Kyc
(SGBS2; 300209) na xpomocomi Xp22.

HaBonumo Hale cmocTepeskeHHsI: MaLli€HT
I1., 2010 p.H.

Ckapru: Ha IWIBUJAKY HaJ0aBKy Yy Ba3i i pocTi,
HETPOIOPIIMHUI PICT, 3aTPUMKY TEMIIIB IICHXO-
MOBHOTO PO3BUTKY, TOPYIICHHS XOIH, YaCTi MaaiHHS,
BPOCIIi HITTI Ha MaJbISIX HIKHIX KIHITIBOK.

AHaMHe3 3aXBOPIOBaHHS: 1uTWHa Big |
BariTHOCTI, 110 nportikaia Ha i [ PBI, 6aratoBois.
[Momorm 1 — BakyyM-eKkcTapkuis, Yy Marepii
MiABHIICHHS apTepiasbHOro THCKy 10 200/100
MM pr.cT. Bara npu napomkenni 2870 1, 3picT 52
cM. HapoauBcsi y BakkoMy cTaHi, AWTHHa Oyna
MepeBe/icHa B pEeaHIMAIil0 BiJUIUICHHS MaTOJOTii

HOBOHAPO/KCHUX Ta HEJOHOUICHUX JiTeH, IiarHo3
— Haranbna xpaniouepsikaibHa TpaBma. CHHAPOM
npurnidennss [[HC, panniii BinHOBHHE mepion.
BuyTpimiHbOyTpoOHA  iHQEKWis HeyTouYHeHa 3
ypaKkeHHAM cepls (KapAWT), MediHKu (HeoHaTalbHa
JKOBTAHUI). ['imokcuuyna Hedpomartis. [edinurHa
anemis 11 ct. BoasiHka nmpaBoro seuka.

Ob6cterkeHo  QaxiBISIMH, B TOMY YHCII,
TEHETHKOM, BHCHOBOK: XpOMOCOMHa abeparis.
BIIC: JIMIIII, nomatkoBa Xopja JIiBOrO HUTYHOYKA.
HaranbHa KpaHio-CIMHANbHA TPaBMa.

[Tpu obctexenHi — kapiotumn 46, XV.

JutuHa crHocrepiraeTbcs y HEBpOINATOJora,
KypcaMH  OTpPUMY€  JIIKyBaHHS  HOOTPOIHUMH
npenaparaMu, HocuTh koMip Llanma.

ETanu MOTOpHOTO PO3BUTKY 3 3aTPUMKOI0. 3 2
MICSIIBY JUTHHIMA€EMICLIE BPOCIUI HITOTh—CIIOYaTKy
1 manbusg 000X CTOM, a B MOAAIBIIOMY TPUETHATTUCS
1HIII Tkl 3 PaHHKOTO BIKY HAJJIMIIKOBO JIOJIaBaB
y Basi: Bara xjion4uka B 6 micsiis Oyna 10 kr. Y Biti
1 pik OyB rocmiTanizoBaHui, 00CTEXKEHHH, TiarHo3:
BuyTtpimHbOyTpoOHa  iH(]EKLis  HEBCTaHOBJIEHOI
eTionorii 3 MepeBaKHUM YPKEHHSIM LEHTPaJIbHOI
HEpBOBOI cHucTeMH (TIOETHAHUM 3  HACHTIIKaMH
MePUHATATBHOTO TIOKCHYHO-TPaBMaTUIHOTO
ypaxkenHs I[HC). Cunapom pyxoBUX HOpYUIEHb.
laopouedansanit  cunapom. Kapaur —cepenHbo-
Baxxkuii. CH Oct. JleiriuTHa aHeMist IETKOTO CTYTICHS.
Atomiunuii  nepmarut. Maxkpocomist. [laparpodist.
Bpomkena By3bKicTh HOCOBHX X0/1iB. PuHit. Bpocnuii
Hirots | mameng mpaoi cromu. Ilnmocko-BanbrycHa
nedopmariist CTorl.

[Ipu obcTerkeHHI B TUHAMII COMATOTPOITHHI
TOPMOH — B MeXax HOpMH, BUsBIeHO: Ig G 1o
Tokcorazmu, LIMB. YV 2 poku y nutnHu OyB 3aKpUTHI
MepesioM cepeliuHu Aiadiza MmpaBoi CTErHOBOI KiCTKU
31 3mimeHHsIM. [Ipu momanbmioMy CrOCTepeKeHHI
TEHETMKOM y  JUTHHA  OyB  3amiI03peHUH
nepeOpalbHUi TiraHTH3M. Y 3B’SI3Ky 3 3aTPHUMKOIO
MICUXO-MOBHOTO PO3BHUTKY JAUTHHA Oyia oOCTeXeHa B
YMOBaXx CTallioHapy, BCTAHOBJICHHUH iarH03: 3MilaHa
cyOkomIieHcupoBanHasi rigpouedamis. 3I[IPP. F
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09. F 83. Cungpom Cimncona-l'ona6i-bemerrs.
Ineprpodis JITK I — II ct. 3mimana aedopmanis
rpynHoi kmitku. [lnocko-BamerycHa aedopmaris
cron. Bwucokopocmicte  (TiraHTu3M  CHAaIKOBO
KOHCTHUTYLiliHOTO TeHe3y). Oxupinnsa. Judysnuii
HetokcnyHuit 300 I ct. Eytiepos. Bpocnuii Hirots 1
nanblisg 000X CTOII.

ITIposeneno AMPT ronosnoro mosky: MP-
KapTUHA TinoTpodii MO30JUCTOrO Tina, MOMipHOL
3MilIaHoi BiAKpUTOI rifgpouedaii.

Pentrenorpagiss kucreli — KICTKOBHH BIK
BI/IMOBiIa€ 5 POKIB.
@®enorun:  Bara-30  kr, 3picT-118  cMm,

MapMypOBICTh WIKIpH JOJOHEW, BPOCIHH HITOTH
MaJbIliB CTOM, M’S30Ba JMCTOHIs, Tiaporiedatis,
OKpPYXXHICTH TOJOBU: 57 cM, BHUCTYNaluuii J00,
IIMPOKE OOIUYYsl, 30UIBIICHI BiJICTOBOYpUYCHI Byxa,
eMiKaHT, MOHTOJOIMHOT PO3pi3 OueH, MOBrUH HiC ,
JIOBTUH (iABTp, S3UK OOKIAJCHUN OUTUM HAJIbOTOM,
KOPOTKa IiHs, IIMpoka JaedopMoBaHa TpyaHa
KJIITKa, TIMepTeNOPU3M COCKIB; MOCHJICHHUH JIOPIO3,
KipocKoIio3, KOPOTKi KHCTi, IIMPOKa TIIacKa CTOTIA.
Kitiniko-reHeasoriuyHuii  aHaMmHEe3:  POJIOBij
OOTSDKEHUH 110 cepLeBO-CYTUHHUM 3aXBOPIOBAHHSIM.

Pe3ynbTaTi NpoBeIeHUX A0CTiUKEHb

- bioxiMiuHwuii aHasi3 KpoBi: 1yxHa pocdaraza
— 855,6 On/n 1 (Hopma 0-720). Perra nokasHuKIB B
MeXax BIKOBOT HOPMHU.

- T'omouucrein kpoBi — 9,63 MkMomw/nm 1
(ropma 110 5,0).
- HeiipoBitamian: Bl — 60,07 mmMonb / 1

(mopma 40,0-80,0), B2 — 100,24 | amonb / 1 (Hopma
100,0-150,0), B3 — 5,78 mmouib / 11 (HOpMma 4,70-8,34),
B9 — 52,89 | umons/i (HopMma 52,55-119,59), B12 —
0,345 amons / 1 (Hopma 0,20-0,40), B6 — 23,0 HMoITh
/ 1 (nopma 14,6-72,8).

- Jlocnimkeno noiniMopHi BapiaHTH TeHiB (o-
natHoro 1Ky —red MTRR A66G y retepo3urorso-
MY CTaHi.

- JlocHipKeHHsT OPraHIYHUX KHCIOT CEYi: BH-
SIBJICHI 3MiHH METa0OMITiB:

- KeTo3a;

- HEJIOCTAaTHOCTI BiTaminy B12.

- VYpiHomizic: TO3WTHBHA Tpoba Ha MPOJIiH
(HopMa HeraTuBHA). Perta moka3HUKIB B MeXax HOP-
MHU.

- V31 BuyTpimHix opranis: [TomipHa remaro-
meramis. [lewinka + 1-1,5 cm. [leperus xoBYHOTO Mi-
xypa. Oznaxu JJKBII. ['inepriHeBMaro3 KUIIEYHUKA.

- V3/1 nHupox: MerabomniuHi 3MiHH (BKIIIOYCH-
Hs 1,2 Mmm). HagaupHuky He 301bIIeH].

- Koncynpranist opronena — 3Miniana cyoko-
mneHcupoBana rigponedanis. Cunapom CimricoHa.
[MpaBoOiunuii rpynononepexkoBuii ckoiio3 Il ct. 3a-
KPUTUH T'BHUHTOINOAIOHUI TepesioM BEPXHBOI TPETH-
HU TPaBOi CTErHOBOI KICTKH 31 3MIIIEHHSIM JI0 1 CM,
30BHIIIHBO-POTATOPHA yCTaHOBKA KiHI[IBOK, D> S.
[T1ocko-BasibrycHa jedopmallis CTOII.

- Koncynpramist kapaionora — Ilponarc wmit-
panbHOroO Kiamnasa I ct.

Ha T npoBeneHoro jikyBaHHsS — Jii€Ta 3 00-
MEKEHHSM MPOJYKTiB 3 BUCOKAM BMICTOM METIOHIHY
Ta MPUHOMY TIPUIOKCHHY, Y JTUTHHH TMOKPAIIUIOCH
PO3YMIHHS MOBH 1 3’SIBUJIOCS KiJIbKa HOBUX CIIIB.

Hanitinuio o pemakiii 10.10.2018p.

[Mignucano no apyky 29.11.2018p.
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