CucreMHI cKeJIeTHI
AUCILIA3IL

—



Crenemmni anomasiii SIBISIFOTH COOOIO TE€TEPOTEHHY IPyIy
IOPYIIEHb POCTY KICTOK, 1110 IIPU3BOASATH A0 3MI1H PO3MIPIB Ta
(OopMH CKENETY.

[IpupomKkeH1 Ta CIagKoB1 XBOPOOH Yy MATOJIOTT CKEIETY AITEH
CKJIQJIAI0Th 011 TPETUHH YCI1X YPAKEHBb OITIOPHO-PYXOBOTO arapary.
L5 rpyna Baj — oHa 3 HalOLIBII MOMKUPEHHX. IX 3aranpHo-
nomyJsiiiHa yactora csarae 3,22 Ha 10000. Big 26 1o 45% cepen
yCIX MPUPOIKEHUX aHOMAaJ1i Y HOBOHAPOHXKEHUX JITEH — 1€ BaJIU
PO3BHUTKY OMOPHO-PYXOBOI0 anapary. [Ipu nipoMy yacTrHa XBOpHUX
31 CKEJICTHUMM aHOMaJlIsIMU TMHE B aHTE- a00 NTOCTHATAJIbHOMY
nepiol, o 0OyYMOBIIFOE 3pOCTaHHS PIBHS MaJIKOKOBOI CMEPTHOCTI.




Kiaacudikania CCJ]

VY BiAMOBIAHOCTI 3 OCTaHHLOIO MikHapoaHO Kinacudikaiiero (Ilapusbka,
1983-1988), BuauysitoTh 5 OCHOBHUX TPYIT CKEJIETHUX aHOMAJIiH, 1110 B CBOIO
4yepry mapo3AUIAIOThCS Ha MIATPYIIH:

0 OcTeoxoHIpoaAnCIUIa3ii — AUCIUIa31i, 00YMOBJICHI TOPYIIIEHHSIM POCTY Ta
PO3BUTKY XPSIIIB Ta KICTOK.

2 JlizocTo3u (aHOMAaii OKpeMHuX KICTOK a00 X KoMOiHalIiit).

0 Imionmaruunmii ocTeomi3ic (3aXBOPIOBAHHS, 10 CYIPOBOIKYIOTHCS
MHOXXUHHOIO pe30pOIIi€r0 KICTKOBOI TKAHUHU).

0 CkeneTHa naToJioris, OB’ si3aHa 3 XpOMOCOMHUMU abepaliisiMH.

WHH1 META00JIIYH1 TOPYIIICHHSI.




IcHy€e TakoX 1 KJIIIHIKO-MOJIEKY/sipHA Ki1acu(iKallls; Ha TeepiliHii
4ac aHaII3y€eThCA 3B 130K CIIAAKOBUX CKEJIICTHUX JUCILIA31N 3
JOTHPMa OCHOBHHMHU KJIaCaMU T€HHUX MYyTallli:

1 MyTauisiMu reHiB CTPYKTYPHHX MPOTETHIB XPsIla Ta IPOIYKTIB
[IUX T'€HIB.

7 MyTauisMu resiB, BIANIOBIIAIbHUX 3a CHAJIKOB1 AC(PEKTH
METa00II13MY XPsIIIa.

1 MyTanisiMu TeH1B-peryiasTopiB POCTY Xpsllia.

7 MyTamisiMu T€H1B TPACKPHIIIIT OLIKA.




AcikcuyHa TUCTPOPid rPYIHOI KIITHUHHA
(cuaapoMm 7Kena).

YcnaakoBy€eThCS 32 AayTOCOMHO-PEIIECUBHOMUM THUIIOM. MI1HIMaIbH1
IIPOSIBM XBOPOOU BUSIBIISIOTHCS y OATHKIB XBOPOI JUTHHM, Y 3B'SI3KY 3
YUM NnepeadavyaeTbCs MOXKIUBICTh T€TEPO3UTOTHOTO TIPOSIBY.

HalTUIIOBIIIOH0 03HAKOIO CIIY>KUTh By3bKa KOJOKOJIONOA10HA IpyqHA
KJIITUHA 3 KOPOTKUMHU FOPU30HTAILHUMU peopamu. Kitrouuiri
BUBEPHYTI 3 XapaKTEPHUM pO3TalllyBaHHSIM Y (DOpMI BEJIOCUNIECTHOTO
KepMa, HE3HaYHE CKOPOUYECHHS (Ha 2 cTaHIapTHI BIIXUJICHHS )
TpyOUacTuX KicTOK. KiTyOOB1 KICTKH 3MEHIIICH] 1 CILIOLICHI.
3aXBOPIOBAHHS YaCTO CYIIPOBOKYETHCSI 0araTOBOAISIM.
CrnocTtepiraeTbCs MOEIHAHHS aHOMAJIIT 3 YPaKEHHSIM HUPOK, IICUIHKH,
I1IIUTYHKOBOI1 321034, Y JIESIKHUX XBOPHUX CIOCTEPIratOThCs A€(PEKTH
3yO1B 1 HII'TIB, pO3IIUIMHA TYOH 1 I AHEO1HHS, IO JaKTHIIIS.




B111 1bOro 3aXBOprOBaHHS B HEOHATAJIBHOMY TIEP10I1
ruHyTh 80% aiTei yepe3 AuxXalibHy HEeJIOCTaTHICTD 1
1H(EKI1MHI yCKIaaHeHHS. [10B1OMIISIETECSA IPO TPUBAJIC
BHDKMBAHHS XBOPHX, SIK1 CTPaKIaIHU JETKO0 (hOPMOIO,
IIPOTE, 3 4aCOM, B PE€3YJIbTAT1 3a1yUYCHHS B ITIaTOJIOTYHUI
IIPOLIESC BHYTPIIIHIX OPraHiB, MOKE PO3BUHYTHUCS
HUPKOBA HEIOCTATHICTh a00 [IUPO3 MEYIHKH.

AKkywepcoka maxmuka - SKIo A1arH03 BCTAHOBJICHUM Y
APYrOMYy TPUMECTPI1 BariTHOCTI, CJI1JT 3aIIpOTIOHYBATH i1
epepHUBaHHS, IPX BUSBIICHH1 Y 3 TPUMECTPI - HE CITI
MIHSATH CTAaHJAPTHY aKyIIEPChKY TAKTHUKY.







JliacTpogiyHa quciiasis

I[laCTpO(bquHH - TIOX1JTHE BI]1 IPELLKOI0, 03HAYAE - "CKproYcHUi . [ eH,
BIAIOBIAAIBHUH 3a I/, KapTOBaHMil Ha 5 XpOMOCOMl B ocHOBI
piactpo¢iunoi aucmnasii (/1) nexuts HelpomesoaepManbHUi Ae(eKT, Ipu
SIKOMY Pa3oM 3 IHIMMH CHCTEMaMHU TIOPYIIYEThCS IPAaBUILHUN PO3BUTOK
emdi3iB. Bnepme onucana B 1960p.M. Lamy 1 Maroteaux.

Hiactpodiuna qucrtasis ([J1) XapakTepusyeTbest MIKPOMEIIELO,
KJIMIIIOHOTICTIO, Ae(popmMalli€ro KUCTeW, MHOYKUHHUMU 3rHHAIbHUMU
KOHTPAKTypaMH CyIJIOO1B, CKOJI1030M.

IcHye 2 BapiaHTH 3aXBOPIOBAHHS: JETAIBHUM 1 J1acTpodiuHU (JieTKa
dopma).

Pi3ko BUpaKeHa (opma JI/I BusiBisieThest 3 HapomkeHHs. KiliHIYHI O3HAKH B
JIMTUHCTBI MaiKe TaKl Xk, IK B CTapIIOMYy Billi: CKOPOYEHHS KiHIIBOK (B 40%
p13omenndHe, B 29 % - Me30MeJ11qu) MHOKHHHI 3rHHAJIbH1 KOHTPAKTYPH
CyI71001B, KOCOPYKICTB 1 KiuioHoricTh (100%).




AKLo y BCix cyrnobax crocTepiratoTbCsi 3rmHanbHi KOHTPaKTypu, To B
cyrnobax nanbLiB KNCTEN KOHTPAKTYPM PO3r1HaribHi - "pyka xsaTtaqa’
(KOpOTKi, LUMPOKO pO3CTaBneHi Nanbli i BigBegeHUN BENUKUA NaneLb).

B OWTWHCTBI XapakTepHUM CUMMNTOMOM € 3anasibHUi NPoLEC BYLLIHUX
aKoBWH, KU MOXe NPUBOAWTU A0 iX Aedopmauil (ByXo y BUMMSAI
'konbopoBoi kanyctn" — B 85% npu 1 Tuni i B 25% - npu 2 Tuni). Micnga
TOro, Ik AUTMHA NoYMHaE XOAUTU, a iHoAj i paHille, 3'ABNAeTbCH
BUKPMBNEHHS XpebTa, sike MoXxe pi3ko nporpecyBaTu. Lli xBopi noraHo
POCTYTb i NOraHo NepecyBatoTbCA.

€ BkasiBku Ha Te, Wo npu [l nigBuilieHa cMepTHICTb cepen
HOBOHaPOMKEHUX Bi MHEBMOHIT 00yMOBneHa aHOManie XpALWiB Tpaxerl |
NOPYLUEHHAM CTPYKTYPU OnXanbHUX LUNAXIB.

[]1 € 3axBoptoBaHHSAM 3 reHepani3oBaHUM ypaXKEeHHSAM XPSLLIOBOI TKaHUHMW.
Y XoHOpouuTax i XpsILoBOMY MaTpuKCi BiabyBatoTbCs AiacTpodidHi
npouecu 3 noganblinM YyTBOPEHHAM PiDpO3HOT pybLEBOI TKAHUHN |
occudgikauieto. Lii npouecn ctaloTb NPUYMHOK KOHTPAKTYP. YpaxeHi i
POCTOBI MMTACTUHKMN.







B anTenaranbHoMy 1iepioal JIJI 11arHOCTYyeTbCS y 2 TPUMECTP1 Y
IIJIO1B BUCOKOTO TEHETUYHOTO PHU3UKY HA M1JCTAaBl CKOPOUYCHHS 1
BUKPHUBJIICHHS TPyO4aCTUX KICTOK, KOHTPAKTYyp PYK 1 HIT,
€KBIHOBAPYCHO1 YCTAHOBKH CTOTI, JJaT€PATBLHOIO BIABEICHHS 1 manbig
kuctel ('pyka xBarada'). Moxke OyTH po3IIiIMHA BEPXHbOI I'yOH.

CMEpTHICTH B IIEP10Ji1 HOBOHAPOXKEHOCT1 BUCOKA, OCHOBHUMMH Ti
NpUYMHAMU CITYKUTh UXaJIbHA HEAOCTATHICTS 1 acHipaliiiia
IMHEBMOHI. [HTeekT He nopymeHui. IIporpecyrounii K1(hOCKOJ103 1
apTpoIarisd NPUBOAATH 10 BUPAKEHOTO IMTOPYIICHHS (PI3UYHOTO
PO3BUTKY.

AKvuiepcoka maxmuxa.:

J10 1OCSTHEHHS Nepl0y KUTTE3IAATHOCTI INIOAY MOXKE OyTH
3aNPONIOHOBAHE [EPEPUBAHHS BariTHOCTI. I1ics HacTaHHS OO
nepi TaHJapTHA aKyllIepChKa TAaKTUKA HE 3MIHIOEThCS.







Jliarnocruka

3aCTOCYBaHHS COMAaTOI€HETUYHOI'O JOCIIIKCHHS 3
CHHJIPOMOJIOTTYHUM aHaJ130M IIPU JOCIIAKECHH]1 aHATOMII
171072 Ta HOr0 BHYTPIIIHLOYTPOOHOI'O PO3BUTKY MOXKE OyTH
e(pekTuBHUM MeTOAOM alarHOCTUKHU CJI, 1110 J03BOJIUTH
BUUIMTH JICTAIbHI 1 BITaJbH1 (POpMU, TUPEPEHIIFOBATH
PI3H1 BaplaHTH Ta BU3HA4YaTH PalllOHAIbHY TAKTUKY BEICHHS
BariTHOCTI Ta IOJIOTIB, 1€ I03BOJUTh 3HU3UTHU PIBEHb
IepUHATAIBLHOI CMEPTHOCTI, IIPOBOAUTH (PETAJIBHY TEPAIIIO
YU PaHHIO ITIOCTHATAILHY KOPEKIIIIO 1 peaduIITalllo Ta
3MEHIIUTH YaCTOTY YCKJIAJHEHb B IEPEP131 XBOPOOH,
3HU3UTH PIBEHb 1HBAII13a1l1] XBOPUX.




JlikyBaHHaa CC[

JI1s1 peaganTaliii JaHoi KaTeropii XBOpUX HEOOX1JHUM
KOMILJIEKCHMH M1JIX1]1 — pallOHAJIbHE MOEIHAHHS
OIIEpPaTUBHOI'0, KOHCEPBATUBHOIO, OPTONEINYHOIO 1
(PYHKI[IOHAJIbHOTO METO/I1B J1KYBaHHS 3 000B'I3KOBUM
3aJyYECHHSIM 3aX0/11B IICUXOJOTTYHOI KOPEKIIli. XapakKTep
peaJanTalliHUX 3aX0/41B CKIada€ThCS 3aJCKHO B1JI BIKY
MallEHTA, Bpa)KEHOCT1 ITOPYIICHb 1 0COOJIMBOCTEM IIepeOiry
KOHKPETHO1 (POPMHM 3aXBOPIOBAHHSI.




OCHOBOIO YCITIXY B JIIKYBaHHI € MOI0 paHHIM MOYaTOK 3
MOMEHTY BUABJICHHS. llepenonepaliinne KOHCEpBaTUBHE
JIIKYBAaHHS [IOBUHHE WTH 110 OCHOBHUM 4 HaIIpsIMKaM:

1. IIpodimakriyase. [IpOBOANTHCS B TOMaHIPECTHOMY IEPIO],
HaIIPABJICHE Ha MOMNEPEKCHHS PO3BUTKY Je(hopMaLliii 1 a00
YHOBUIBHEHHS X TiporpecyBanHs. [lokasane B mepion
HOBOHAPOJIKEHOCTI 1 JITSAM MEPIIOTO POKY KUTTH.

2. Kopekiis gedopmaliii, 1o copMyBaIncs.

3. JlikyBaHH yYCKIaJaHEHb. [Ipn emdizapHux qucIuia3isax
TpHUBaJia IMMOOLTI3alllsl a00 HACUJIbHE YCYHEHHS KOHTPAKTYP
yCyryoJIsie€ TIepeOIr 3aXBOPIOBAHHSI.

4. MenukamenTosHe JiKyBaHHs. BoHo nependavae kapcbKy
KOPEKIIIIO MOPYIIEHHS METa0OIYHHX TIPOIIECIB B KICTIII 1
1.




I AKy10 32
yBary!




