Ob AXOHAPONMNA3IWNMU

- InTheKnow Ob AXOHOPOITJTA3NV
A

ApeHoupabl: Heb6oblLOE NaTo/IorMyecKoe paspactaHme TKaHM 3a NoJsIoCTbio HOCa, Had HEGOM.
AfdeHounabl y4acTBYIOT B paboTe MMMYHHOM CUCTEMbI, KOTOpPaa NoMoraeT opraHmM3My 60poTbcd
C UHPEKLMAMU U 3alUULLaeT ero oT 6akTepuii U BUPYCOB.'

AKpoMenua: yKkopodyeHmne KoHe4YHoCTeun, NpenmMyLLecTBEHHO ANCTallbHbIX OTOENOB (KUCTEN
MU CTOM), OTHOCUTENbHO APYIrNX OTOENIOB KOHEYHOCTEeN.?

AMMHOKMUCIOTbI: «CTPOUTENIbHbIE 6/10KN», N3 KOTOPbIX COCTOAT NMentTmnabl U 6enkn.’
ANHO3: BpeMeHHad OCTaHOBKaA AblXaHU4, KOTOpad 4Yallle BCero npomcxogumT BO CHe.’

APTPUT: BOCNasieHne CyCTaBOB B pe3ynbTaTte MHPEKLUNUN, HapyLLleHna obMeHa BeLWeCcTB UK
KOHCTUTYLIMOHATbHbIX OCOBEeHHOCTEN.*

AyauorpamMmMma: criemanbHoe rpapmyeckoe n3obparkeHme, Ha KOTOPOM ayanorsiorm
OTOOpPaX<atoT pe3ynbTaTbl ayaUOMEeTPUM YHNCTbIX TOHOB. TO o6CcnegoBaHMe No3BoNgeT
onpenennTb TOYHbIN BN, CTEMEHb N XapPaKTEPUCTUKU HapyLleHuna cnyxa (mnm
CMNOCOBHOCTU CNblWaTb).>

AYyTOCOMHbDIN: aYyTOCOMHO-OOMMUHAHTHbIN TUM — 3TO XapaKTep HacnegoBaHMA HEKOTOPbIX
reHeTU4YeCcKux 3aboneBaHUM. «KAYyTOCOMHbIVN» O3Ha4YaeT, YTO COOTBETCTBYIOLWMIN reH
PACMoONOXeH B OOHOM U3 MAapHbIX XPOMOCOM, BHE MOJIOBbIX XPOMOCOM.®

AxXoHAaponNnasuda: pasHOBUOHOCTb CKENETHOU Ancnnasmm (3aboneBaHue, NpenarcTBytoLlee
Pa3BUTUIO KOCTHOM TKAaHU U3 XpaLLeBoKn). HecMoTpa Ha To, UTO Hamnboslee cepbe3Hble
nocnencTtBmMa 3Toro 3a6oneBaHmMa NPOABAAKOTCA B KOCTAX PYK, HOI 1 NNLUA, USMEHEHUNAM
noaBepPXXeHbl MPaKTUYECKM BCe KOCTU Tena.’

BpaxnpaakKTUNMA: natonormyeckoe yKopodeHume nanbleB PyK U HOr.3

BapycHaa pedopmauma: MegULMHCKUMN TepMUH, o603Havarowmm O-ob6pa3Hoe MCKPUBNEHUE HOT: KOCTU
BbIrM6aloTCA Hapy)Xy Ha YPOBHE KosleHa UMM YyTb HMxKe.®

Bonubsa NacTb: BpoOXXAeHHOoe pacLuensieHme HébBa.?

Bpau-reHeTuK: Bpaun-reHeTUuKM 3aHMMatoTCa nccregoBaHUaMU, ANArHOCTUKOM U KOHCY/TbTaLLlMAMUN
MOTEHLMANbHbIX HOCUTENIEN FreHeTUYECKMX 3aboneBaHUM, a TaKXXe UX POOCTBEHHUKOB. Bpauun-reHeTnKMU
N3YyYaloT LUMPOKUIN pan 3aboieBaHUM KaK Yy B3pOC/blX, TaK Uy aeTten.'”°

Bpau-TepaneBT: Bpay, npolleillnin cneumaibHoe obyyeHne M MMeLWmMim HaBblKU OJ19 PAa3HOCTOPOHHETO
o6cnenoBaHUA NaumMeHToB NPUY NEPBUYHOM NMpUeEMe U ganbHenlero HabnogeHna 3a NmuamMmm ¢ N bbiMU
HeOMarHOCTUPOBaAHHbIMU MPU3HaKaMM, CUMITOMaMM UK NpobieMaMn co 300pPOBbeM (TaK Ha3biBaeMble
«HeanddbepeHUMpoBaHHbIE» MaLLMEHTbl) 6&€30THOCUTENbHO UCTOUYHMKA NMpobneMbl (Bronormyeckoro,
noBeOeH4YeCcKOro UM coLmanbHOro xapakrepa), CUCTEeMbl OPraHoB UMM AMarHosa."
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BpoOXXAEHHbIN: MPUCYTCTBYIOLWMN B MOMEHT UMK A0 poXXAeHUd. BpoXOgeHHble aHOMaTNKM TaKXXe MOryT
Ha3blBaTbCA BPOXOAEHHbBIMU MOPOKAMU Pa3BUTUSA, OePeKTaMUM Pa3BUTUA NTN BPOXKXOAEHHbIMUN HAPYLUEHUAMMN.
Bpo)XaeHHble aHOMalrTMn — 3TO CTPYKTYPHbIE NN PYHKLIMOHANbHbIE aHOMANMM, KOTOpble MOryT 6bITb
OOHapYy)XXEeHbI B NpeapoaoBoOM Nepuoa, B MOMEHT POXXAEHUS, a MHOrAa NMMlb B 6051ee No3gHeEM
M1ageH4YeCcCKOM Bo3pacTe (HanpuMmep, oedpeKTbl cnyxa).””

r

feHeTUYecKMe HapyLweHusa: 3aboneBaHnd, eANHCTBEHHOM UMM OOAHOM U3 MPUYNH KOTOPbIX
aBrgaeTca USMeHeHMne HopMaribHOM nocnepgoBaTtenbHocTn AHK."?

fTeHeTUYeCKMU aHaNn3: reHeTUYEeCKoe TeCTUpPOBaHME NMPOBOOUTCA C LLeSiblo BbldBNEHUS
mamMeHeHmnm JHK (MHorga Tak>xe Ha3blIBa€MbIX MYTaUUAMU UTU TEHETUYECKUMU
BapuMaHTamMmn).'

feHeTn4YecKoe KOHCYNIbTUPOBaHMUE: MNpoLLecc, B Xoae KOTOPOro KBaamdmumMpoBaHHbIe
crneunannmcTbl genartca 3HaHUAMU O FTEHETUYECKUMX acMeKTaxX pa3/IMYHbIX 3a6o1eBaHNN C
nnuaMu, noaBepP)XXeHHbIMU MOBbLILLEHHOMY PUCKY HAaNM4ma HacnencTtBeHHOro 3aboneBaHmda
U ero nepenayumn éyayuiemMmy notomMcrtBy.”

FTeHOM: BCA COBOKYMHOCTb FreHEeTUYECKOro MaTtepmasna, 3akK/Ilo4HeHHOro B KJ1eTke opraHmsma.?®
freHOTMN: HA6OpP reHoB (B OTINYME OT PU3NYECKUX NMPU3HAKOB — PeHOTUMNA) KIETKN UMK
OpraHmM3Ma, 0 KOTOPOM O6bIYHO FOBOPAT MPUMEHUTENBHO K OAHOMY NMPU3HaKYy UNun

COBOKYIMHOCTHU I'Ili)l/IBHaKOB.3

FeHbl: onpepneneHHada nocnegoBaTtenbHOCTb HykKNeoTtngos B HK nnu PHK, KoTopad

O6bIYHO pacnoslaraeTca Ha XpoMocoMe. 3To PYHKLUMOHaIbHAaa eANHULA HacneaCTBEHHOCTMU,
KOTOpas KOHTPOJIMPYET npouecc nepeaaydm m npoaBieHma oaHoro i HEeCKOMNbKUX
NMPU3HAKOB. DTOT NPOLECC peanim3yeTcs 3a CYET onpeaeneHma reHoM CTPYKTYpbl
KOHKpPEeTHOro nonunenTtmnaa (B 4YaCcTHOCTU, 6enKa) N KOHTpona yHKLUKU ApYyroro
reHeTUYeCKoOro Mmatepuana.'®

fleTeporeHHoOCTb: HaIMYMe HEOOMHAKOBbIX YaCTeEN B COCTaBe NN N3MEHYMBOCTD.>

N'mapouedanua: natoriorMyeckoe yBenmyeHme Konmyectsa CMMHHOMO3IroBOM XMUOAKOCTU B
MOJSIOCTU Yepena, KOToOpoe COMPOBOXAAETCH pacCcLlLUNPEHMNEM XKeNMYyO04YKOB MO3ra,
MOBbILLEHMEM BHYTPUYEPEMHOIO AaBfIeHUS, YBEIMYEHUEM pPa3Mepa vYepena N CHMKEHUNEM
KOrHUTMBHbIX cnocobHocTen."”

MMNepMOOGUNIbHbIN: O3HAYaEeT YBEeTMYEHUNE aMMNUTYAblI ABUXKEHUN B CyCTaBe Mo CPaBHEHUIO
C PU3UNOSTIOTNMYECKMMU MOoKa3aTenamm.>

MMneppednekcua: natonormnyeckoe ycuneHme pednekcon.?

fMnepTeH3uN: NoBbilLeHHOEe apTepualibHoe aaBreHune.’

M'Mneprtpodma: yBenmyeHme ob6bemMa opraHa UM TKaHU B pe3yrbTaTe pa3pacTaHMsa KNeToK,
N3 KOTOPbIX OHUN COCTOAT.>

'Mnokcua: nedmnumnT KMcnopoaa B TKaHAxX opraHmsma.®
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NMnonnasua cpeaAHemn TpPeTU JNInLA: COCTOAHME, MPU KOTOPOM BEPXHAA YeNoCTb, CKY/bl U FMa3HULLbl HE TaK
Bblpa)XeHbl, KaK ocTasnlbHaga YacTb NMLLA.'®

MMNOTOHYC: CHMXXEHHbIN TOHYC MbILLLL>

O

D,eTCKMﬁ HeBpOJior. Bpa4 y3KOl;I crneuvanmsauum, nMerwmnm SKCrNnepTHble 3HaAaHNA U I'IpOLIJG,D,LIJMVI
o6yqume MeTOOaM ONAlTHOCTUKM N iedHeHnNAd HeBPOJTIOTr'MYEeCKUX HapyLueHth Y oetTen u I'IO,EI,pOCITI-(OB.19

JeTCKUN 3HOOKPUHOMNOT: Bpay, 3aHMMaloLWMNNCa NedyeHneM 3aboneBaHMiM, obycroBleHHbIX
ropMOHa bHbIMU HapyLLEHUAMMWN,?° y neTen N NoapPOCTKOB.3

OAuncnnasung ckenerta: MeauLMHCKU TeEPMUH ON4a rpynnbl HapyLweHMn, HacuduTbiBatoLwem okono 400
COCTOAAHUI, KOTOPbIe BAUAIOT Ha POPMUPOBAHME KOCTU, HEBpPOTOrmyeckme GyHKLUU N POCT XPALLLEBOM
TKaHW. K 3Ton rpynne oTHOCUTCA U cCaMad pacnpocTpaHeHHaa dopMa AMNCnfa3nm ckeneta —
axoHaponmnnasma.?

JOMMHAHTHbLIE NeHbl: JOMUWHAHTHbLIN FreH, UM AOMUHAHTHbBIN BapUMaHT reHa, — 3TO 0cobad
PA3HOBUOHOCTb MreHa, NPoaBAaOLWAACA CUMbHee, YeM NOO6OU APYyrom BapmaHT reHa, HocuTenem
KOTOPOro aBfisgeTcsa YenioBekK.*?

2

NcKpuBNeHne HMXXHUX KOHeYHOCTEM U 60/1bLle6epLOoBOM KOCTU: HapyLUeHMe, MPU KOTOPOM
KOHEUYHOCTU YesiloBeKa UCKPUBMAOTCA (KOCTU BbIrMbatloTca HapyKy).?

K

KapnukoBoOCTb: 3abosieBaHMe (Bbl3blBaeMoe, HanpuMmep, axoHaponnasmnen), npm KOToOpoM y 60/bHbIX
oTMeyaeTca HEOH6bIYHO HU3KUIM POCT, TN HNU3KOPOCNOCTb.%*

Kndos: Bbipa)XeHHbIN U3rM6 rpyaHoro (cpegHero) orgena No3BOHOYHMKA BbINYKMOCTbO Ha3an.’

KneTka: ocHoBHaa MeMbpaHoCBA3aHHaa egunHMLa, KOTopaa coaep>XUT OCHOBHbIE MOJTEKY/1bl XXU3HU
N N3 KOTOPbIX COCTOAT BCE XUBble CcyLlecTBa.”

KnoHuyeckue cygoporm: HerpomsBosibHble PUTMUYECKME COKpPaALLEHMA U pacciabneHsa MblLL,
HanoMMHaloLWMe KOHBY/TbCUU; BCTPEYAOTCHA NMPU HEKOTOPbLIX HEBPO/TOrMYECKUX HapyLLeHnax.

KoMnapTMeHT-CUHAPOM: 60/1e3HEHHOE U MOTEHLMAIbHO CEPbE3HOE COCTOAHME, BO3HUKaOLLEE
B pe3ysibTaTe KPOBOU3NTUAHUSA UMM OTeKa BHYTpU pacuymnanbHoro oytndpa MbillLbl.>

KoMnbloTepHada TOMOFpad)MFI: MeONUUNHCKOEe BUN3YyaliIn3aluMOHHOE UCCiieoBaHMNE, MO3BOJIdIOLLEE
MNOJTYHUTDb M306pa)+(eHVIS:I BHYTPEHHUX OPIraHOB BbICOKOI'O F)83|C)€LIJ€HVIS:I.3

KOHCYNbTAHT: OMNbITHbIN Bpa4, 3aHUMAOLWMNN BbICOKYIO OOKHOCTb 1 UMELWUNN cneumnanmsaymnio
B OOHOWU M3 obnacten MegmuUUnHbI.2®

KpaHU3KTOMMUSA: yOoaneHne ¢parMeHTOB KOCTEN Yeperna XUpyprmyeckmMm nytem.>
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J1

JTaMUH3KTOMMUSA: BUL XMpyprm4ecCcKoro eMellatesibCrtBa, nNpm KOTOPOM yAaJTAKT HaCTb
MO3BOHKA, HAa3blBAae€MYIO MNIaCTUHKOW Aayrm MOo3BOHKaA.>

JTIOP (Bpa4 yxo-ropsio-HOC) Uiun ayamosnor: oTOpMHOMApUHIosorm (4awe Bcero mx
Ha3biBatoT JIOPaMm) 3aHMMaoTCa AMNAarHOCTUKOM, OLLEHKOM U NNeYeHUneM 3ab6oeBaHUM
rosIoBbl U LWWEWN, B HAaCTHOCTU yLlen, ropaa m Hoca.”” Ayanonorm 3aHMMatloTCS
NPOPUNAKTUKON, ONATrHOCTUKOU N NIeHeHUEM HapyLUeHNU CriyXa U paBHOBeECUA Yy Noaeun

no6oro Bo3pacTra.’®

Jlopao3: Bbipa)XXeHHbIN U3TMO6 LLENHOIO (BEPXHEro) U MOACHUYHOIO (HUXXHEro) otTaenos
MO3BOHOYHMKA BbINYKIOCTbIO BNepea.®

M

Makpouedanua: natonormyeckoe yBesimyeHme pasMepoB Yepena, Npm KOTOPOM OKPYXXHOCTb
ro/IoBbl COCTaBNdeT 6osiee 2 CTaHOAPTHbIX OTKJTIOHEHUM OT cpeaHero sHadeHua ang gaHHoro
BO3pacTa 1 nona.’

Mano6epuoBbl HEPB: HEPB, KOTOPbIN 06pa3yeTca U3 ceaalIMLLHOro HepBa M OTBeYaeT 33
YYBCTBUTENBbHOCTb NepegHen 1 60KOBbIX MOBEPXHOCTEM HOT, a TaKXKe BEepXHeM NoBEepPXHOCTU cTon.?®

MeAULMHCKMNUN NFeHEeTUK: Bpay, CrieymnanmnsmpyroLLmmca Ha 3aboneBaHUAX, KOTOpPbIe BINUAKOT Ha
reHeTUKY. 9T cneumnanmncTbl 3aHUMAOTCH OUEHKOM, OMArHOCTUKOU, obcnegoBaHMEM U NNeYEHUEM
MaLMEHTOB C HacNeaCcTBEHHbIMU 3a601€BAHNAMU U (UNTN) BPOXKOEHHbIX MOPOKOB pa3BuUTmNG.*°
Me3oMenua: ykopoyeHume cpegHero otaesia KoHe4YyHoCcTn.”!

MyTa6enbHbIN: NoOBePXKEeHHbIN M3MeHeHU/MyTaunm.’

MyTauuna G380R: myTauma G380R B TpaHcMeMbpaHHOM goMeHe FGFR3 — 5To repMmHanbHaga
MyTauungd, aBnarowasacad NpMYNHOM B 60NbLUMHCTBE Crly4vaeB axoHAponaasmm.>?

H

HacnencrtBeHHbIN: NepefalmMmnca no HacnencTtBy oT poauTens K MoToMcTBY.>

HaTtpunypetmndeckum nentua tvna C (CNP): CNP BbipabaTbiBaeTca KNeTKaMm aHgoTenma (BbICTUMKA

KPOBEHOCHbIX cocynoB) U cepaua. JaHHbIM NenTug UrpaeT BaXKHYIO posib B paboTe cepaeyHo-cocyancTom
CUCTEMDI, KaK C TOYKU 3peHna PU3NO0NOrnK, TaK Npu pasBUTUM NaToONOMrNMUYECKUX npoL,eccon.?*

HeBponor: Bpay, 3aHMMaoLWMMNCA OUMAarHOCTUKOM U nNeYyeHneM 3aboneBaHUM HEPBHOU CUCTEMDI.*®

HenporeHHaa nepemMexarwLwaaca XpoMoTa: 60/1b B HOrax npu xoabbe, BO3HMKaLWada B pe3yribTaTe CTEHO3a
MO3BOHOYHMKA.>

Henpoxupypr: HEMPOXMpPYyprm 3aHMMaTCa OLEHKON, ANArHOCTUKOM U XUPYPTrUMYECKUM NeYyeHUNEM HapyLUeHUM
LeHTPa/lbHOM HEPBHOM CUCTEMBbBI, B TOM YMC/1€ FOJIOBHOIMO U CIIMHHOIo Mo3ra.3®
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Helpoxupypruueckas gekomnpeccusa/MmMKpococyamuctTasa AeKoMnpeccus: MMKpococyancras
OeKoMnpeccua — 3To npouenypa, Kotopaa NpoBoAUTCAa O19 YCTPaHEHUA caaBNeHMA YepernHoro HepBa
apTepuen. YepenHble HEePBbl OTXOOAT OT CTBOJ1a FO/IOBHOIMO MO3ra M NPoxXoOaT Yepes3 ocHoBaHMe Yepena.®

HeoHaTasnbHbIN: OTHOCALLMNNCH K HOBOPOXXAEHHOMY pebeHKY B Bo3pacTe 00 oaHoro Mmecsaua.®

HenpaBunbHoOe cpacTaHMUe: HeEMoJTHOE NN HernpaBuibHOEe cpacTaHMe KOCTHbIX OT/TOMKOB
npu nepenome.’

O

OpPTOAOHT: crneLumnarMcTt CToMaToIoOrM4yeckoro npodmnd, KoTopbii 3aHMMaeTca 3y604eNTtoCTHbIMU
aHOManuamMun (HanpmuMmep, HapyLleHMeM NpuKyca) n nx Koppekumem (B ToM ymcne ¢ nomMollblo 6pekeToB).>8

Occuodumnkauma (OKocTeHeHuUe): npoLecc o6pa3oBaHMG KOCTEN, KOTOPbIN OBbIMHO HAYMHAETCH B
cneundmyecKMx LEHTPaAX KaXaom éygyLuenm Koctu. B aToM npouecce NnpmMHUMALOT ydacTue ocobble KNEeTKMWU,
KOTOpble BbIAENAT M HaKarnJIMBakT BOKPYIr ceba HeopraHM4YecKoe BeLWLeCcTBO KOCTWU.®

OcCTeoneHusa: COCTogHMe, BO3HMKAloLWee B pe3ynbTaTe CHUMXEeHMSA NMIOTHOCTU KOCTU, HO MeHee TaXKenoe,
4eM OCTeonopos.’

OcTeoTOMMUA: onepaunda No pasgenneHno Nn paccedyeHmto pparMeHTa KOCTU C LLeNlbio UcrnpaBieHus
nedopmMmaumn.’

OTCcNOMNKa ceTyaTKM: 3aboneBaHme rnas, Npm KOTOPOM ceTyaTKa oTaengdeTcsa OT CoCyaunucTom o60104YKM
rnasa.*® OTcrnoeHme ceT4aTKU — 3TO COCTOAHMUE, TpebytoLee HEOTNOXHOM NMOMOLLN, NP KOTOPOM
TOHKWUWM CNOM TKaHU (ceTyaTKa), pacrosIOXXeHHbIN B 3aAHEM YaCTU rMa3Horo a6s710Kka, oTXxoauT OT
COCYANCTON OBONOYKN.*C

OdTanbMonor: Bpay, 3aHMMaOLWMNNCA NeYeHUEM Ma3HbIXx 6onesHen.

I

MaToreHHbIM BapUaHT: reHeTUYeCcKoe U3MeHeHMe, B pe3ysfibTaTe KOTOPOro yBefiMymnBaeTcs
nooBepPXXeHHOCTb MU NpenpacrnosioXXeHHOCTb KOHKPETHOro YyenoBeka K onpengeneHHoMy
3a60M1eBaHUIO UNU HapyLUEeHU0.*?

NMepunartp: Bpay, cneumanmsnpyrowmmca Ha rieyeHmm 3aboneBaHMm U MeOULIMHCKOM MOMOLLM Y OeTen.**

NMepoHeanbHbIX Napanuy: rNnapaany MmanobepL,oBoro Hepasa.>

NMNO3BOHKMWM: 335 OoTOE/IbHbIX COeAMHEHHbIX Apyr c opyromM KoctTn, "3 KOTopblIX COCTOUT MO3BOHOYHUK.**

NMonuncomMmHorpaodpua: Mmeto, NO3BONIAKOLLNN MOSTYYUTb HEMPEPDLIBHYIO 3anmcb paga dmn3nonormyeckmx
NMokKa3saTeneun (Takmnx Kak gbixaHue, cepauedbmeHme m MbllleyHaa akTUBHOCTb) BO CHe.?

NMoxopka: MaHepa newero nepegBmxXeHmna. =

Ncuxonor: cneymanucT no N3IYHEHUNIO MEeHTaAJIbHbIX N MOBeOEeHYECKNX aClNeKTOB, a TaKXXe Mo JiIeHeHUNIo
NMCMXmMyecCcKmx, sMoumMOoOHalJiIbHbIX N NMoBegeH4YeCKNX pac:c:Tpof/ﬁc:TB.‘*‘S

NMynbMOHONOr: Bpay, cneumanmanpyrowmmnca Ha revyeHmm 3aboneBaHnUM OblXxaTeilbHOW CUCTEMBI.*7

ACHONDROPLASIA.COM



»

PeBMaToONoOr: Bpay, 3aHMMaLWMNCA obcnegoBaHMeM, OUArHOCTUKOU, NTIeYeHUEM U peabunutaumem
NaUMEHTOB C HAPYLLEHUAMM KOCTHO-MbILLEYHOW CUCTEMBbI, B TOM YMNC/1€ OMOPHO-OABUraTesibHOro annaparTa,
KOCTEeUN U MATKMX coegmMHUTENbHbIX TKaHEeWn.«8

PeuenTop: xMMmyeckada rpynna mnm Mmosnekyna (HanpuMmep, 6enokK) Ha NoOBEPXHOCTU UNMUN BHYTPU KIETKMW,
KoTopada o6nagaeT CpoaACTBOM K onpeneneHHoOm XMMMUYecKom rpynne, Mosiekyne unm smpycy.>

Peuentop FGFR3 (peuenTop 3 dpakTopa pocta dubpobnacroB): FGFR3 urpaet BeayLlyto posb B
dopMUPOBaAHUM SHOOXOHOPANbHbIX KOCTEN. AKTUBHbIE MyTaunm FGFR3 npmnBOOAT K aXxOHAPOM/Ia3nu,
FMMNOXOHOpOonna3snm n TaHaToPopHOU AnNcniasmnm.«?

PeuenTtopbl NPRB (peuentopbl HATPUNYpPETUYECKOro nentmapa tuna B): npencraButenn ceMemcrBa
NenTngoB, KOTOPbIE UMPAIOT K/TIOYEBYIO POJb B perynaumm aptepuanbHOro gaBrneHmsa, BHyTPMNCOCYyOnUCToro
o6beMa N roMeoCcTa3a 3MeKTPONNUTOB.>°

PeuecCuBHbIE NeHbl: PeLeCCMBHOCTb — 3TO NMPU3HAK, XapaKTePHbIN 019 OTHOLLEHUN MeXay OByM4
BapUWMaHTaMM reHa. 31oT Npm3HaK OTHOCUTCH K alfiesnito, OH MpPoaBUTCA TOSIbKO B TOM Clyyae, ecfim o6e Konunu
reHa y onpeneneHHoro yenoBeka MMeT AaHHbIM KOHKPETHbIU reHOoTUnmn.”'

PusomMmenua: 3aboneBaHme, 4719 KOTOPOro XxapakKTepHa HenponopuunoHanbHasa oJiMHa NPOKCMMaNibHOIro oTaena
KOHEeYHOCTU (KaK npaBuio, yKkopodyeHue) nnu gedopmauma naeda m npenniedbs Uam roneHm n eppa.>?

C

CBda3Ka: niotHaga ombpo3Hasa Nosiocka coeanHUTENbHOM TKaHU, CKpennaoLLaa KOCTU Opyr C Apyrom.3
CKONnos: nckpmBneHme No3BoHOYHMKa B 6OKOBOM MTOCKOCTU.3

CoeanHUTEeNbHadA TKaHb: rpyrna TKaHen B opraHmM3Me, Kotopaa noanepxmeaet dopMy Tena u
OpraHoB, CBA3bIBAET UX MeXAy coboM N obecneymBaeT Ux NogaepPXXKy U3HyTpKn.>

CnoHaunopaes: ornepaumsa No cpamBaHMIO ABYX UM 60bLLUEro YMC/1a MO3BOHKOB C LEeSblo
nx obesaBmxXmBaHuSA. [No3BONAET MOBbLICUTb YCTOMUYMBOCTb, YCTPAHUTb gedopMauunto nnm
YMEHbLNTb 60/b.>*

CTeHO3 60/1bLUOro 3aTblJIOYHOINO OTBEPCTUSN: Yepe3 60o/blLloe 3aTblIZTOYHOE OTBEPCTUE, Haxoadalleecs
B OCHOBaHUWKM Yyepena, NpoxoamT CTBOJS1 NOSIOBHOMO MO3ra U CNMHHOM Mo3r. Npu cteHo3e 60/1bLLOoro
3aTbIJTOYHOIMO OTBEPCTUSA MPOUCXOOUT €ro Cy>XeHme n nocnenyouwiee caaBramBaHmMe rofloBHOMrO UMK
CMMHHOINo Mo3ra.>

CTeHO3 CMMHHOMO3roBOro KaHana: cy)keHme npocTpaHCcTBa BHYTPWM CMMHHOMO3roBOro KaHana,
KOTOpOE MOXXeT MPUBECTU K COABIEHUIO HEPBOB, MPOXOAALLMX Yepe3 MO3BOHOYHUK.®

CTeHO03: Cy)KeHUe UM CoKpalleHUne amamMeTpa GU3N0TOrM4YecKoro NpoToKa Unm oTeepcTma.’

Ctonkaqa pedopmMauLma CTONbI: TAK)XKE MMEHYETCA KOCOJ1anocTblo, — 3TO BpoOXXAeHHaqa aedopmMaumda
CTOMbl U LLIMKOJTOTKU, MPU KOTOPOM CTOMa 3aBepPHyTa BHYTPb Ha YPOBHE LLIMKONOTKN.>’
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T

TKaHb: COBOKYMHOCTb KJTIETOK (06bIMHO onpenenieHHOro Tmna)  MeXxXKeTo4yHoro BeLlecTBa, KoTopble
06pa3ytoT OONH U3 CTPYKTYPHbIX MaTeEPUMaArnoB PAaCcTEHUMN UTN XKUBOTHDbIX.>®

Tomorpad: 6onblLUOe YCTPOMNCTBO, COCTOSALLEE U3 BCTPOEHHOIo PEHTFeHOBCKOIO M KOMMbIOTEPHOTIO

obopynoBaHUa. ToMorpad no3BosigeT CKaHUPOoBaTb 06/1acTu Tena B Buae cpesoB KT 1 ncnonb3yeTcqa
npenmMyLLlecTBeHHO ANg MeaULLIMHCKOM OUarHOCTUKN.>?

TpaxeocToMma: onepauma no popMmMpoBaHMIO MCKYCCTBEHHOIO OTBEPCTUA B Tpaxee yepes weto angd
MNoCcTynJIeHMsA Bo3ayxXa B AblXaTe/bHble MyTN.

Tpaxesq: gbixaTesnibHaga TPyb6Ka, KoTopaa BeOeT OT ropTaHu (FMoTKM) K 6poHXaM (KpyrnHbie AblxaTefbHble
nyTn, naywme B nerkme). lpyroe HasBpaHue Tpaxem — AObixaTesnbHoe ropso.%°

P

DepTUNbHOCTb: CMOCOBHOCTb MPOMN3BOAUTb MOTOMCTBO.®

dusunortepanesBT: PM3mMoTEpPANEBTLI PabOTAIOT C NOObMU C TPaBMaMU, 3ab6o1eBaHUAMU UMK
MHBANUOHOCTbIO; CMEKTP UX YCNYr BKMOYAET B cebda cneumanbHYo ABUraTeNbHYIO U Ne4YebHYIo
rMMHACTUKY, MaHYasribHYO Tepanuto, obyvyeHme m KOHCYNbTaLnKN.b2

X

Xupypr-opronea: Bpay, paboTalolmniM c onopHoO-ABUraTebHbIM annapaTtoM, — KOCTU, CyCTaBbl, CBA3KMU,
CYXOXXKUJTUSA M MblLLLbl, 6€3 KOTOPbIX HEBO3MOXXHO MPeaAcTaBUTb OBUXKEHUNE U OBbIYHYIO XN3Hb.%®

XOHAPOUMT: K/1eTKa XPALLEBON TKAHWN.?

XpoMocomMa: narioukoBmaHaa cTpyktypa m3 HK, NN1oTHO HaKpy4YeHHOM Ha TMCTOHOBbIE 6eNKK, HeCyLas
reHeTU4ecCKyro MHPopMaL Mo B BUOE reHoB. XpPOMOCOMbI HAaXoOaTca B A4pe KMeTokK.?

XpSALW: NAoTHAa ynpyras TKaHb, KOTOpasa BCTPeYaeTcsa B Pa3/IMYHbIX YacTax Tena.
OTa TKaHb, MOKpPbIBalOLWLAA CyCTaBbl, BbiNOSTHAET PYHKLMMN aMOPTU3ALUUM HArpy3KMN N obecrneymBaeT
CKOJIbXXEHUE KOCTEN B CyCTaBax.®*

L],

LlepBukKkoMepynnapHoe cousieHeHue: o6/1acTb coeMHeHUda MNOo3BOHOYHOIro ctosiba c Yepernom.’

C/

JKCCyAATUBHbIN OTUT: 3a00/1eBaHME CpegHero yxay geteun, npm KOTOpoM obpasyeTca Nnnkag
CNU3b, NPENATCTBYIOLWAA CBOOOAHOMY ABMXEHUIO KOCTEN, COeaMHSAILWMNX 6apabaHHYIO MepernoHKy
C BHYTPEHHUM YXOM.®>

DHAOKPUHONOT: Bpay, KOTOPbIM 3aHMMAETCA eYeHMEM NrOPMOHaIbHbIX HApyLUeHWN.%®
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SHAoNNa3sMaTUYECKUM PETUKYJTYM: CUCTEMA B3aMMOCBA3aHHbIX BE3UKYNAPHbIX U MJTACTUHYATbIX
LMTOoMMasMaTUUYECKMX MeMBpaH, KOTopble y4acTBYIOT B TPAHCMOPTE MaTepuManoB BHYTPU KNETKWN.®

OHAOXOHAPaNIbHOE OKOCTEHEHME: MPoLecc, B Xo04e KOTOPOro pacTyLlasa XpaLieBada TKaHb
MOCTEMEHHO BbITECHAETCA KOCTHOM TKaHblo, 06pa3ysa ckeneT.®’

HAOLMUTO3: NMpoLLecc 3axBaTa KIIETKOM MaTepmana n3BHe, MNpm KOTOPOM rMnasmMaTmnyeckad
MeMObpaHa K/1eTKMN 3aBOpPaYMNBaAETCA BHYTPb, 06pa3yda BaKyOJ/ib NN BE3UKYY, COOEPXKALLYIO
NOrnoLweHHbI MaTepuman.®

dprorepanesBT: SprorepaneBTbl PaboTaloT CO B3POCbIMU U AETbBMU BCEX BO3PACTOB C CaMbIMU
PAa3HbIMUN 3a60M1e€BaAHNAMU. DTU CNELMANNUCTbl OKaA3bIBAlOT MPAaKTUYECKYIO NoAOEPXXKY M MOMOratoT
noaoaMm nroodoro Bo3pacTtTa CNpaBnaTbCa € NoCcneaAcTBMAMM MHBATMOHOCTU, BO3SHUKLLUEN B
pe3ynbraTe 3aboneBaHuMs, CTapeHmMsa UM HeCYACTHOro cry4vyad, U 3aHMMaTbCa MNoBCeaHEBHOM UMK
npodeccrnoHaibHOM OeATeTIbHOCTbI0.%8

BYIObTE B KYPCE
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