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Achondroplasia

ACHONDROPLASIA

Achondroplasia features

AxoHAponnasuja e bonecT Koja ce HacieAyBa aBTO30OMHO AOMUHAHTHO, ce MaHubecTMpa BegHall no
pafareTo co LyLecT pacT. MyTaumjata Ha 4-0T XpOMO30M A0BeAyBa A0 KPaTKM KOCKM Ha
EKCTpeMUTETUTE, AOLEKA KOCKMTE Ha TPYNOT CE€ HOPMAJIHU, a YEPENOT e 3roIeMeH CO UCMAKHATO Yyesno.
Jlnyata ce co HopManHa MHTENUTEeHLNja U HOPMAIHO TPaeHEe Ha *KMBOTHNOT BeK.Ce maHudecTnpa
BeAHalW noparaketo.MHUMAEHLaTa Ha oBaa 6osecT e egeH Ha 15 000-40 000 HoBopoAEHUYMHA.

Cnopega HaunmoHanHNMOT MHCTUTYT 33 UCTPaXKyBake Ha YoBeykn reHomun (NHGRI), Bo noseke og,80% oz,
C/ly4auTe, axoHAPOMNAa3nja He e HaceaHa reHeTcka 6onect. OBa 3HauM AeKa MyTalumjaTa OAroBopHa 3a
axoHApOonM/asuja e CNOHTaHa W ce 0A4BUBA, O, HEMO3HATM NPUYMNHU, BO NPBUTE MOMEHTU Ha
eMbpnoHanHMOT pa3Boj. Cnopes Toa, NPOLLEHTOT HA HAc/e4HM CNyYaun Ha axoHaponaasuja e okony 20%.

KnuHuuKa camka

NHamBuaynTe of MallKu Noa co 0Ba 3ab0/1yBakbe AOCTUIHYBAAT NPOCeYHa BUCUHA 04, 131 cm, a og,
KEHCKM non npmnbankHo 124 cm. MNokpaj Toa, ABUMKEHATA Ha NAKTOT ce orpaHuyeHu. Mpctute obuyHo ce
KPaTKK, a KYyNoanTe U CpeaHUTe NPCTM MOXKAT [a Ce Pa3/IMKyBaaT, AaBajkM UM Ha TynaHMLUMTe usrnes Ha



TpuaronHuk.Ce obcepsupa 1 3ronemeHa rnasa (Makpouedannja) co ucnakHaTo Yeno.Pauere um ce
MHOTY KpaTKM — CO KpaTKu NpcTu.beburbata MmaaT 1M TopakasiHa rprka (rprnka Ha TopakaaHuoT 'pbeT), a
Kaj BO3pacHMUTe ce jaByBa iymbanHa nopaosa (aebpopmMmuteT Ha cnabuHcKMoT aen og ‘pbetoT). Kockute
Ha PamoTO M rPaAHMOT KOLW Ce aCMMETPUYHO MOroemmn o, OCHOBATa Ha YepPenoT U KOCKUTE Ha r1aBaTta u
nmueTo.Kako pesynTaT Ha Toa, ce nojaByBaaT AedoOpPMUTETM Ha NaKTUTe, KoNeHaTa,-beapeHaTakocKa,
auetabynymot Ha byTHaTa KocKa MTH.KocaTa, BefuTe 1 Tpenkute moxKe AabmaaTt TeHKM ,a MOXKHa e
uenocHa KenaBocT.

3ppaBcTBeHUTE Npobaemu Ha ivuaTa Co axoHAponaasuja:

- auwerseTo 3abaByBa MM 3aNMpPa 3a KPaTOK BPEMEHCKM UHTepBan (anHea)

- pebenunHa

- WH}EKUMM Ha yliunTe

- nopposa

- 60aKu BO rpboOT ce jaByBaaT BO aaynTHaTa A4oba M cTapocTa, LWTO MOXKe Aa buaaT npuymnHa 3a
NoTELKOTUM NPU OAEHETO.

Kako ce gujarHocTuumMpa axoHaponaasmja?

Kora ce 3abenexyBaaT KpaTKM EKCTPEMUTETHM 33 BPEMeE Ha BpemeHOCTa Ha YATPa3ByYEH Npernes,
(0bunuHO ce mepu fonKMHaATa Ha beapeHaTa KocKa), NpeKy naasmaTa Ha MajkaTa MoXe [a ce Aojae A0
noAaToK 3a MyTallMja Ha reHOT Ha axoHaponaasuja (FGFR3), co wTo ce noTepAayBa AnjarHosaTa.

Mpu comHeHMe 3a 0Ba 3a60/1yBarbe, MOXe [a Ce U3BPLUM aMHUOLEHTe3a M BMoNcKnja Ha XOPUOHCKUTE
pecuykm ;HO cenak Tpeba Aa ce Mma Ha yM [ieKa OBMeE NpoLeaypu ce NMoBp3aHM CO PU3MK Of, CMOHTaH
abopTyc 1 NnpeaspeMeHO NOPOAYBaHse.

X-3paumTe Ha yepenorT, 'pbeToT M eKCTPEMUTETUTE Ce BPLUAT PYTUHCKM 3a Aa Ce yTBPAM CTEMNeHoT Ha
aHOManuu.

CKeHep (KomnjyTepcka Tomorpaduja) U HyKneapHa MarHeTHa pe3oHaHL,a MCTO TaKa ce KopucTaT BO
OMjarHosaTta Ha axoHgponnasuja.

YecTonaTu ce BpLIM yATPa3BYyYeH Npernes Ha Mo30KOT HaHOBOPOAEHYETO 3a Aa ce YTBPAM roieMmnHaTta
Ha KOMOpPWTE Ha MO30KOT, buaejkmn oBMe geua Mmaat acoumpaH xugpouedanyc (3ronemysarbe Ha
KO/IMYMHATA Ha LepebpocnuHanHaTa TeYHOCT). Bo c/yyaj Ha CEH30MOTOPHM MPOMEHM BO TENOTO
npeam3BUKaHN o4 abHOPMANHOCTU Ha 'POETHNOT cToN16, ce BpLIAT HEBPOIOLWKK npernean n EMHI
(enekTpomunoHeyporpaduja).

Kako ce TpeTupa axoHgponnasuja?

an PaHa LI,Mjal'HOCTVIKa Cce AaBa XOPMOHOT 3a pacTt (COMaTOTDOI'IMH) 3a Aa Ce NOCTUrHe 3a40BOINTE/THA
BUCMHA Ha TenoTo. He noctoum AEd)VIHMTMBEH J1EK 3a aXOHp,ponnasmja.



CMMNTOMKTE KOM Ce jaByBaaT KaKo pe3y/aTaT Ha aHOMa/IMM Ha CKEeNEeTHMOT CUCTEM BKy4yBaaT
opToneacKku TpeTMmaH.

MUcTo Taka, moxe aa ce Hanpasu opToneacKo NpoaoixKyBarbe Ha EKCTPEMUTETUTE, CO LUTO Ce
NOCTUTHYBaAaAT AONO/THUTENTHN 20 CaHTUMETpPMU.
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