PAKTHKA

(Oxonuanue. Hauano 6 Ne 31 om 24.04.2013.)

O6e 6one3Hn OeboTupyeT B NnepBble
HeOenn XU3Hu. VMIHTecTuHanbHas nMm-
daHrnakTasus — kpaliHe pegkast 60ne3Hb
(onncaHo po cux nop 200 cny4yaes).
BpoxaeHHbIN HeEDPOTUYECKMN CUHOPOM
(pwuHckoro Tnna) — 1 : 8200 B duHCKOM
nonynsunm. 3To KapauHanbHoe OTnu-
yne, KOTOpoe AOJIKHO ObiTb MPUHATO BO
BHUMaHne. OTEKM NpU MHTECTUHANBHOW
NMM@aHrnakTa3dmn CBA3aHbl C NOTepen
6enka yepes XKT.

KapananbHbii cMHOpoOMm:

cuHgpom bnaHpga — Yanita - Mapnadga;

CVHAPOM r1Mnonia3um neBoro cepaua;

rmcTmouuTonaHasa kapauonarus;

6onesHb Momne.

CuvHApoM rmnonnasvn IeBOro cepaua
NPUBOAUT K rnMbGenn HOBOPOXAEHHOIO
B MNepBble Yacbl XU3HU. lMpn TaxeEnon
KapavanbHOM CUMNTOMaTuKe B MEpPBble
OHV 1 Hedenu nocne poXAaeHus cpeaum
PB cnepyet uckatb cuHgpom bBnanga -
Yaiita — NapnaHga (6ecnokoiicTBo M3-3a
6onen B cepaue n 9Kl -npmnaHaku nHdap-
KTa Muokapga, nonynsuuoHHas 4acrtoTta
1:26 000 — 50 000)  rMCTULUNTONOHYIO
KapamonaTtuio (xapakTepuayeTcs napok-
CU3ManbHOW Taxvkapamemn, yCTOMYMBOMN
K aHTMapUTMUYECKNM Npenaparam, Takom
OVarHo3 B HacTosLlee BPEMS SABNASETCSH
natosoroaHaromuyeckum). bonesHb
Momne pebioTupyeT B paHHEM BoO3pac-
Te, nonynsunoHHasa 4Jactota 1 : 14 000
(eBpen) — 1 : 300 000.

Ceppaue BoBnekaeTCs B NaTONIOrMYeCKmin
npouecc npu MHormx PB: 6onesHsix Ha-
KOMJIEHMS, XPOMOCOMHbIX V1 FEeHETUYECKNX.
Mx nebloT, kKak NpaBuiio, OTCPOYEHHbIN,
N KIMHUYEeCcKas KapTMHa MMEET MHOro
BHeKapAmanbHbIX CUMMTOMOB.

CUHAPOM NMOpaXeHUs NnevyeHu:

6onesHb BunbcoHa;

6onesHb Kaponu.

IunarHos obenx 6onesHen valle BCero
CTaBUTCS B LLIKOSIbHOM BO3pacTe. bonesHb
BunbcoHa BcTpeyaeTcss HECKOJIbKO Yalle
(ot 1 : 30 000 po 1 : 100 000), yem
6ones3Hb Kaponu (ot 1 : 100 000 mo 1 :
1 000 000). MepBass U3 aTux 6onesHen
CYLLECTBEHHO OT/IM4aeTCcs OT BTOPON
Han4MemM HeBpPOJIOrMYEeCKOW CUMMTO-
MaTtuku. lematomeranvsa MMeeT MecTo
npu obenx GonesHax, HO nopTanbHas
rmnepTeH3ns 6osblle XapakTepHa Ans
60ne3Hn BunbcoHa.

CuHpgpoMm ummyHopeduuuta:

6one3Hb Buckotta — Ongpuya;

cuHapomMm KocTtmaHa;

cuHapoM bpyToHa (arammarnobynu-
HEMMS);

cungpom lMpapepa — Bunnuy;

cuHgpom JloypHca — MyHa — Bapaoe —
bunons;

cuHgpom Jlymn-bap.

Y nepBbIx ABYyX 60nes3Heln gmarHoctmye-
CKMM OPUEHTUPOM MOrYT ObITb U3MEHEe-
HUS B reMorpaMmme: TPoMOoUUTONEHNS U
HEeNTpPONeHNss COOTBETCTBEHHO. CMHOPOM
Mpapgepa — Bunnm (1 : 11 000 — 25 000)
n CuHgpom JloypeHca — MyHa — Bapae
— Buana (Bcero 500 coobLueHni) nmetoT
BECbMa XapakTepHble (GEHOTUNNYECKNE
4epThbl, 4TO OTZIMHAET UX OT APYrnx yka-
3aHHbIX 34eCb CMHAPOMOB. OTN H6oNe3Hn
VIMEIOT pasHyto NOMNysiLMOHHYIO YacToTy,
4YTO cnenyeT NpUHATb BO BHUMAaHWE Npu
aunarHoctuke. CuHagpom KoctmaHa Toxe
penok — 1-9 : 1 000 000. CuHgpom bpy-
ToHa n 6ones3Hb Buckotta — Ongpuya —
1 : 100 000 — 500 000. Y Hux pasHble
CpoKu gebloTa: ecnu nepeas 1 NocieaHas
60/1€3HM B 3TOM CMnuCKe AeOTUPYIOT
B paHHeM BO3pacTe, BCe OCTajlbHble —
VIMEHHO Ha NepBOM rofy XMU3HU.

CuHpgpom gucmopodusma:

cuHgpom beksuta — Bugemana;

cuHapom Bunbamca (nmuo anbga);

rmnepaunuoeMmnm;

cuHagpom KokkenHa;

cuHgpomMm KopHenuu ge JlaHre;

nenpevayHuam;

cuHopoMm MapdaHa;

MYKOAMNNA03bl;

MyKOMOJiMcaxapunaossbl;

CUHAOPOM HyHaH;

ra3eTra

Peakue 6onesHu y geren:
AMarHocTM4yeckne noaxonbl

Osteogenesis imperfecta;

cuHppom PobeHa;

TAR-cuHapom;

cuHgpom KnanHdenstepa;

cuHapom Lepelwiesckoro — TEpHepa.

OT0 o4eHb pasHopogHas rpynna 6o-
NEe3HeN No KNMHUKe (amcMopdusm nnua,
TYN0BMLLA, KOHEYHOCTEN); NO NaToreHesy
(bones3Hn HakonneHusl, reHeTuyeckue,
3HOOKPUVHHBIE).

Mo HapyweHuio MeTabonuama

AMMWHOKMCIOTbI: QEHUNKETOHYPUS,
TMCTUANHEMUSA, TOMOLUCTUHYPUS, Nen-
LMHO3, LUMCTMHO3.

YrneBoapbl: GpPyKTO3ypus, ranakrose-
MWSl, FNKOreHO3blI.

Jlunugel (NUNnAO3bl): rmnepxone-
cTepuHemus, 6onesHb HumaHa — luka,
6onesHb BonbmaHa, 6one3Hb lowe, rm-
NepPXMIOMUKPOHEMMUS.

MypuHbl (MMPUMUAMHBI): CUHOPOM
Jléwa - HuxaHa.

Mykononucaxapuabi (7 TMUNOB): CUH-
npowm lypnepa (I Tun).

KopTukocTtepouabi: BpOXAEHHASA ANC-
GYHKUMS KOPbI HAAMOYEYHVKOB.

CoeauHuTenbHas TKaHb: CUHAPOM
MapdaHa, cuHapom Anepca — daHnoca.

MeTtannbi: Megy — cMHapom BunbcoHa,
6one3Hb MeHkeca, xenesa — reMoxpo-
MaTos.

depmeHTbl 3puTpoHa: 6051e3Hb MuH-
koBckoro — LLlodpdapa, aHemns DaHkoHM
(MembpaHonartun).

depmeHTbI TMMPOLUTOB 1 NNIeKoLm-
TOB: CUHAPOMbI UMMyHOogeduumTa (He-
[0CTaTOYHOCTb aAeHO03MHAE3aMNHA3bI,
nypuHHyKneotTuadochopunassbl).

depMeHTbl TPAHCMOPTHbIX CUCTEM
noyek (tyoéynonatum): 60ne3Hb ae
ToHu — Oebpe — DaHKOHU, BUTAMUH
D-pe3ncTeHTHbIn paxuT.

depmeHTbl Xenyao4HO-KULLIEeYHOro
TpakTa (CUHOPOM ManbabcopOuum):
MYyKOBUCLMA03, CMHOpoMm LLIBaxmaHa.

Mo reHeTHYECKUM HapyLIEHUSIM

BonesHb «koLa4ybero Kpmka», CUHOPOM
Martay, cuHopom daBapaca, CUHOPOM
LllepeweBckoro — TEpHepa, CUHOPOM
KnarnHdenstepa.

MNpu nepBoi M3 Ha3BaHHbIX BonesHen
rMaBHbIN €€ CUMMNTOM («KOLUQYUA KPUK»)
ncyesaeT K KOHLY MepBOro roga XusHu.
MosTomy camast paHHAs ero AnMarHocTu-
Ka BO3MOXHa B 3TOM nepuoge AeTcTBa.
CuHppomsbl Matay n BaBapaca conpo-
BOXAAIOTCSH BblpaXXEHHOM YMCTBEHHOMN
oTctanoctblo. CnHapomsbl LLepelueBcko-
ro — TépHepa n KnanHdensrepa nMeroT
rMaBHbI CUMATOM — UHOEPTUNBHOCTD,
NOSTOMY PaHHSAS AMArHOCTMKA ero 4acTo
3anasgpiBaeT — NEPBbIN N3 HYX Yalle ana-
rFHOCTMPYETCH B PAHHEM W AOLIKOJSIbHOM
BO3pacTe 1 BCTpeyaeTCs TONbKO Y AEBO-
yek, BTOpPOW — B nybepTaTHOM nepmoae u
TOJIbKO Y MasnbynkoB

Mo ogHomy
cneyuctmyeckomy cuMNTOMy

Cneuudunyeckmini 3anax Mo4v

Aumpemunsa nzosanepmnaHoBas (3anax
MOTHbLIX HOCKOB).

BonesHb MouM C 3anaxom KJIEHOBOMO
cupona.

deHnnkeToHypusa
MOYMN).

HeoObluHbIli KPpUK pebEHKa C POX-
AeHusd

CvHApPOM «KOLWIA4Ybero Kpuka», WUam
cuHapom JlexéHa.

CocTOosSilHUE HapPYXHbIX MOJIOBbIX
OpraHos.

BpoxaéHHasa gucdyHKuMs Kopbl Han-
NOYEeYHMKOB — BEpPUIM3AUMS Y OEBOYEK
(Bepudukauua — aeKTPosinTbl KPOBU,

(MbILLUMHBIA 3anax

PYHKUMSA KOPbl HaAno4YeyHmkoB, Y3W Haa-
MOYEYHUKOB).

CuHpgpom KnanHdenstepa (Bepuduka-
umMsa — reHeTmnyeckoe mnccneposaHme: XXY).

ToTtanbHag nunoatpodus

Cunpgpom bepapaunHennu — Cenna
(BEpUdUKaums — onpeaeneHne nentmHa
B CbIBOPOTKE KPOBU).

KnuHunyeckuii aHanma KpoOBM:

— 6enas KpoBb — cuHApoMm bioprepa —
[ptoTua (BEpudUKaLms — XUIOMUPOHOBLIN
TECT, CHMXXEHME NUMONPOTENHNNNA3bl B
renapuHoOBOM TeCTe);

— HenTponeHuns (<1500 B MKN) — CUH-
apom KoctmaHa (Bepudukaumsa — mue-
norpamma);

— TPOMOUUTOMEHUS, MaNblii pasmep
TpombounToB — cuHOpomMm BuckoTta -
Onppuya (Bepndukauns — reHeTn4eckoe
nccnenoBaHume).

KcaHTOMBbI, KCaHTena3mbl Ha KOXe

bonesHb BonbmaHa (Bepudwukaumsa —
Y3W Hagno4YeyHuKoB).

BonesHb Bioprepa — potua (Bepudu-
Kaums — XmJOMUKPOHOBBIV TECT, onpeae-
NieHne NMNonpoTeNHNNNassbl).

KaBepHo3Has remaHruoma (noo6oi
nokKanusauumn)

TpombGouuToneHus — cuHapom Kasa-
6axa — MeppuTTa.

«HeoxunpaHHble» Haxoaku Ha Y3U
unn KT.

OObI3BECTBJ/IEHNE HAAMOYEeYHUKOB —
6one3Hb BonbmaHa.

M'Mnepnna3ma HaANOYE€4YHUKOB -
apeHOoreHnTasnbHbIA CUHOPOM.

Muenorpamma:

— «MEHUCTble KNeTkn» — 6onesHb Hu-
MaHa — lunka;

— kneTkn fowe — 6onesHb lowe.

PeHTreHOKOHTpacTHOe uccrnenoBsa-
HMe Xenyaka:

— rmneptpodusa ckNnagok CAn3ncTomn
obonoykn — cuHgpom MeHeTpue (Bepu-
dburkaumsa nccnenoBaHns YpoBHS racTpmHa
B KPOBMW).

XapakTep BONOC Ha rosoese

KypuaBbie Bosniochl (+cygoporu, nedu-
UMT MHTennekrta) — cuHapom MeHkeca
(Bepudukaumsa — ceetoBaga ronorpadpu-
yeckasi MMKPOCKOMNNS BOJIOC).

PeHTreHorpamma rpyaHom KneTku
(noObIX APYruX KOCTEMN):

NpM3HaKM OCTeoNneTpo3a — MpamMmopHas
OonesHb;

OEeCTPyKUMN KOCTeNn — X-rmcTounTos
(cunopom AbTa — JleTtepepa — 3uBe);

rpPyaHOM KNeTkn — Aekcrpakapaus (He-
penko BMecTe ¢ situs viscerum inversus) —
cuHgpom KaprtareHepa.

OcmoTp odTasIbMONIOrom

— konbua Kaiizepa - dneliwHepa -
6onesHb BunbcoHa (Bepudukaums — no-
BbIBLLEHHASA 3KCKPEeUUs Mean ¢ MO4omn).

OKT:

npu3Hakn MHapKTa Mumokapaa y pe-
OEHKa rpygHoOro Bo3pacrta — CUHAPOM
Bnanpa - Yanta - NapnaHga (sepunduka-
umsa — aoptorpadus).

Mo HapyWeH!o LUKIa MOYEBHHDI

OOwWwue CUMNTOMbI: JETU POXOAITCS
JOHOLUEHHBIMW C HOPMaJIbHOW aHTPOMO-
METPUEIN; «CBET/bIA NPOMEXYTOK» — He-
CKOJbKO YaCOB UM CYTOK; HapacTaloT BS-
JI0CTb, OTKa3 OT eApl, CPbIrMBAHNS, PBOTA,
CUHOPOM BO3OYXAEHUA MU YrHETEHUS
LUIHC BNnoTb 40 KOMbI; MeTabonnyeckuni
ankanos3 n HU3KUIA YPOBEHb MOYEBMHbI B
KpoBu. MNpuyrHa — nednumt GepmMeHToB
(cuHTeTas), npeobpasylmx ammmak B
MOYEBUHY.

[wnarHocTtuka: onpeneneHme aMmmHoKmC-
JIOTHOrO CMeKkTpa KPOBM M MOYU; onpe-
JeNleHe aMmmmaka B KpOBU  (MOBBILLEH);
MOJIEKYNSAPHO-FEeHEeTUYECKOE nccnenosa-
HVE — BbISIBNIEHNE XapaKTEPHbIX MyTaLni
(Pro225Leu).

d
Ne 33-34 - 8. 5. 2013

Ob6paulaeT Ha cebst BHUMMaHune 6onbLuas
pa3Huua nokasartenen nonynsuMoHHOMN
4acTOTbl BAPUAHTOB HapYLUEHUS:

— nedunumt kapbamundocdarcuHTeTa-
3bl—1:62000; 1:1000000; 1:80000;

— 0ednumT aprmHUHCYKLMHATCUHTEeTa-
3bl — 1 : 57 000; 1: 250 000;

— 0edUUUT aprmHNHCYKUMHATIMA3bl —
1:70000; 1:90 000.

Mo HapyweHuno romeocTasa
U remMocrasa

CvHOpPOM HapyLUEeHUS 3J1eKTPOJInT-
HOro ctaTtyca

MNinepkanuemusa

BpoxaéHHaa omchyHKuma Kopbl Hag-
MOYEYHUKOB.

bonesHb AgancoHa.

MoyeyHbIin TYOYNApHbIA aunaos.

MNinokannemunsa

CuHppom BapTtrepa.

CuHgpom KoHa.

CuHppom KywuHra.

CuHapomM DaHKOHW.

CuHpgpom Jinpgona.

MNnonaTtpuemusa

bonesHb AgancoHa.

Mnokanbunemus

Cungpom On [xopaoxu.

MNinodocharemusa

BpoXXAaEHHbIV BUTaMuH D-pe3ncTeHTHbIN
paxuT.

CuHapom ae ToHn — [1ebpe — DaHkoHW.

CvHApPOM HapylueHnsa meTtabonuye-
CKOro romeocrasa

Aunpo3s

TyOynsipHbIA NOYEYHbI aunaos.

CuHapom ae ToHn — 1ebpe — DaHkoHW.

AmMuHaumpypun.

docdaramaber.

BpoXxaéHHbI BUTaMUH D-3aBuUCUMbIN
pPaxuT.

MceBpoornnoanbaoCTEPOHU3M.

Ankanos

CuHpgpom Baptrtepa (ankanos + rumno-
Kanmemus).

CuHppom KoHa.

MykoBncungos.

BpoxaéHHasa xnopuaHasa guapest.

CuHgpom Jinpona.

CuHppoM HapylweHunss metabonnsma
MOYEBUHbI.

CuvHppoM HapywieHue remocTasa

TpoMouuTOneHun, TpomoéacTeHnmn

bonesHb LWBaxmana — JarmoHaa.

MpamopHas 60ne3Hb.

TAR—-CcuHOpOM.

HenTtponeHun

BonesHb KoctmaHa.

BonesHb LLBaxmana — darmoHpa.

ArammarnobynmHemMums.

[obpokayecTBeHHas HeUTPONeHus.

Meprnopnyeckas HENTPONEHNS.

Koarynonatum

BonesHb BunnebpaHaa.

AHeMunyecknii CMHApPoOM

AHemMuu (nepBUYHbIE).

AHemuns JanvoHpa — bnakdaHa.

CepnoBuaHOKNEeTOUYHas aHeMUSL.

Tanaccemus.

Bone3Hb MuHkosckoro — LLloddapa.

3akntoveHue

ABTOp He CcTaBu Uesbio AaTb KIIMHUYE-
CKYIO KapTUHY NpenctaB/ieHHbIX B 9TOM
marepuane PB. 3To 3agaya ons Konnektu-
Ba uccrneposatenen. VIHpopmaumnsa npu-
3BaHa MNOMOYb BbIATY HA NEPBOHAYASbHYIO
OMarHOCTUYECKYID BEPCUIO M, MOMb3YSACb
OOMONTHUTENbHLIMU AOCTYMHBLIMU Bpayy
MCTOYHMKaMM MHPOPpMaLMK, NOATBEPOUTb
€€ BepuduuMpyOLLMMK NpoueaypamMu.

Pynons APTAMOHOB,
npodeccop.



