HomeHKnaTypa, AUarHos, NporHo3 n pacnpoCcTpaHeHHOCTb

B3pocbli, HAXOAALMIICA B rPYNNE PUCKA U XKENAoLWMI MPONTH

Onpepenexnne AANBI

AONBMN onpegensetca Kak rpynna 3abonesaHuMit C  AOMMHAHTHBIM  TUMOM
HacnegoBaHMA, CBA3AHHbIX C 06pPa3oBaHWEM KWUCTaM MOYEK M BHEMOYEYHbIMM
NPOABNEHUAMM, BbI3BAHHbIX MATOrEHHbIM BaPUAHTOM reHa, acCOLMMPOBAHHOIO C
3Tum 3aboneBaHnem. 3aboneBaHMe HOCUT MPOrPECCUPYIOWMIA XapaKTep, 06blYHO
KAMHUYECKN NPOABAAETCA BO B3POC/NIOM BO3PACTE M YACTO NPUBOAMUT K MOYEYHOM
HEeA0CTaTOYHOCTH.

PacnpoctpaHeHHOCTb

AOMNBMN sBnsetca Haubosee pacnpoCTpaHEHHbIM MOHOreHHbIM 3aboneBaHvem
noyek, NPMBOAALWMM K NOYEYHOM HEAO0CTaTOMHOCTU, Ha ero A0/ NPUXOAUTCA OT
5% po 10% naumeHTOB C MOYEYHOM HepoCTaTOMHOCTbIO BO Bcem mupe. AAMBM
pacnpocTpaHeHa BO BCEX NONyAAUMAX, U, KaK NMpPaBuaO, HET obLiero NaToreHHoro
BapuaHTa, yBe/mM4MBatoLLero pacnpocTpaHeHHOCTb 3aboneBaHuA B
reorpaduuecKkmnx perMoHax Uam pacoBbix/ STHUYECKMUX rpynnax.

AwvarHos

MepBOHa4YanbHO CcneAyeT NPOBECTU Y/AbTPA3BYKOBOE MCCAef0BaHWE OpHOLIHOW
NonoCTU ANA BbIABAEHUA B3POCAbIX C puckom AAMBM (06blMHO npu Hanuymm
AOMNBN y poauTenelt). Ona NOATBEPKAEHUA UAN UCKAOYEHWUA AnarHosa ALMBM
6bl1 paspaboTaH KpUTEpUM - YUCNO KWUCT B onpesdeneHHom Bospacrte. [pu
[OCTYNHOCTM MOryT 6biTb nonesHbl MPT waum KT noyvek M reHeTuMuyeckoe
TectuposaHue (puc. 1).

lFeHeTMYecKoe TecTUpoBaHUe

XoTA B reHeTUYECKOM TECTMPOBAHWM YacTO HET HeobXOAUMOCTU Yy MaLMEHTOB C
TUMUYHLIMW MPOABNEHUAMMU, OHO MOXKET bbiTb 0CO6eHHO MHGOPMATUBHBLIM ANA
Nofen ¢ HeonpeAeneHHbIM AMAarHO30M MO AAHHbIM BM3yann3auMu NoYeKk U npu
YTOYHEHUWU [MArHO3a Y AWML, C OTCYTCTBYHOLUMM WAM HEU3BECTHbIM CEMEWHBIM
aHaMHe30M. M3-3a HEOAHOPOAHOCTM reHeTUYeckmx npuumH AANBI reHeTUYeCKn
CKPUHUHT A0/XEH BKAOYATb rpynny Bcex M3BecTHbIx reHoB MBI, a He Tonbko (16111
n l1br2.

MporHocTuyeckmne mapkepbl

MeTozabl OLEHKM pUCKa BbICTPOro MPOrpeccupoBaHnA 3abonesaHnA PasnNYatOTCA No perMoHam
mupa. Tam, rae AOCTYNHA BU3yanusauma ANA oueHKM obliero ob6bema noyYek ¢ Nonpaskoi Ha
poct (htTKV) B 3aBMCMMOCTM OT BO3pacTa y MaLMEHTOB C TUMUYHLIM TeyeHuem, Haubonee
npocTbiM cnocobom BbIABAEHUA MALMEHTOB C BbICTPOW NPOrpeccueit B HacTosllee Bpems
ABNAETCA KNaccuuKkauma wu3obparkeHWin KauHWKM Maito (MIC). Ecan  KonuuectBeHHas
BM3yanu3auMa HedoCTyMHa, NONE3Hbl OLEHKa Temna CHuxeHua pCK® u wkana (PROPKD)
«MpeacKkasaHne NOYEYHOro MUCXOAA NPY MOAUKUCTO3HOM 60NE3HM NOYEK» C UCMONB30BAHUEM
FEHETUYECKMX, NONOBbIX U KNMHUYECKUX PAKTOPOB.

HomeHknatypa

Mcnonb3yite  0oBWENPUHATYIO  HOMEHKNATYpy,  BK/OYAIOWY  Ha3BaHWe
3a600eBaHMA, 33 KOTOPbIM CleayeT Has3BaHuWe reHa (Hanpumep, AAMBM-PKD1),
Korga [OCTyneH reHeTUYecKUi AMarHo3 M NaToreHHoCTb NoATBepKaeHa. B atoi
HOMEHKNAType wucnonb3yetcA obuiee HasBaHWe 3aboneBaHua ¢ pobasneHnem
Ha3BaHWe reHa, YTo AaeT NoApobHyl MHPopMauMIo O nauueHTe. AHaNOrMYHasA
HOMEHKNATypa peKkomeHAayeTcA AnA ayTOCOMHO-AOMMWHAHTHOrO MOJMKMCTO3a
neyenu (Hanpumep, ALMNBMN-SEC63).

Cny4aitHO BbIABNEHHbIE KUCTbI MOYEK /UK neyeHn

Y nL, co cNy4aiiHO BbIABNEHHBIMM KUCTaMU MOYEK M/uau neveHu 6e3 cemeitHoro
aHamHe3a [AMarHo3 TMOMOXeT MOATBEPAUTb AeTalbHOe  K/AUMHMYecKoe W
BU3yanusupytollee obcnegosaHue (puc. 2).

daKTopbl, CBA3aHHbIE C NpOrpeccMpoBaHnem 3abonesaHus

Ha cKkopocTb nporpeccupoBaHus 3ab6oseBaHus BAUAET Lenblid pag $akTopos:
K/NMHWUYECKUX, TEHETUYECKMX, 0bpasa KM3HM, OKPYyKalwWei cpeabl W APYrux
bakTopoB pucka (pwc. 3).

YueT nocnepactsuii TectupoBaHua Ha AANBN
Mpu puarHoctuke AAMNBI y B3pocabIX M3 rpynnbl pUCKa C NMOMOLLbIO METOAOB
BU3Yya/M3aLMM MU TEHETUKM ClelyeT UCNOo/b30BaTb, NALMEHT-OPUEHTUPOBAHHDIN
nogxon. [lepsooyepeaHO cnedyeT yuuTbiBaTb LEHHOCTM U NpeanoyTeHus
nauMeHToB, OCO3HaBaA MOCNEACTBMA BO3MOXHbIX KaK OTpULATEsIbHbIX, TaK WU
NO/IOXKMNTE/IbHbIX Pe3y/IbTaTOB TECTUPOBAHUA.

AANBM, ayTOCOMHO-A0MUHAHTHasA NOAUKUCTO3HaA 6onesHb novek; MPT, MarHUTHO-pe3oHaHCHasA Tomorpadums;
KT, KomnbtoTepHas Tomorpadus

PucyHok 1

AWNATHOCTUKY; KTNHUYECKAA XapaKTepucTnka

PE3yIIbTaTbI reHeTu4yeckoro
TeCTUpPOBaHMA B CemMbe

PESyIIbTaTbI reHeTu4yeckoro
TeCTUpPOBaHMA B CeEMbe

HEeU3BeCTHbI M3BECTHbI
Y3U nouek (cm. PucyHku 3 u 4
NONHOrO TeKcTa PekomeHAaLmit
MNpoTtusopeumnsble N AwnarHos AwnarxHos
HeTUNUYHbIe pesy/bTaTbl noATBepKAEH WCKNIoYeH
Annenb-
MPT nouek (cm. leHeTnueckoe cneundurueckoe
PucyHok 5 nonHoro TecTupoBaHue (cm. Tabn. reHeTn4eckoe
TekcTa PekomeHgauuii 11 4 nonHoro TekcTa ) TecTUpoBaHue

Apyrue ¢opmbl

Pesy/ibTaThl TECTUPOBaHNA ALETGE
u MPT npoTusopeumsbl. KUCTO3HOM AANBN
Awvarnos AANBMN He
ycraHoBeH 6onesnu nouex/ YCTaHOBNEH
neyeHu

MoBTOpeHue BU3yanusnpytoLmx/
reHeTUYEeCKMX TECTOB Yepes 2 roaa

PucyHok 2

FeHeTMYecKoe TecTMpoBaHue
otpuuatensHoe. AAMNBMN Het

CnnowHble IMHAN YKa3biBalOT Ha Npea/iaraemble TecTbl,
MYHKTUPHBIE JIMHNM YKa3bIBAIOT Ha TeCTbl,

KOTOpbIe MOXHO PaccCMOTPETh

B3pocble €O Cay4aitHo 06HaPYKEHHOI KUCTOM NOYKM/

neyeHn Ha Y3W, KT uan MPT

Y3W'y 4neHoB cemby, €CM OHW MMetoTCA
M COTNIaCHbI Ha TeCTMPOBaHMe

EC/M NONoXUTE/IbHO, MO BO3MOXHOCTH
cneayite anropuTtmy Puc. 1 3 nonHoro Tekcta

Hert 1e KUCTbI M/unn

EAMHUYHbIE KMCTbI, HOPMa/bHbIe

HecooTBeTcTane y noYex, Ci
Bu3yanusauun/CK® nam
HETMMMYHbIE NOoYeUHble/

GYHKLMM NOYEK, KUCTbI NeYeHU.

1 GYHKUMA NoYeK.
HeTunmyHbIX BHENOYEUHbIX
i HeT. inarHos

HetunuyHbIx
NPOABNEHMUIA HET.
AwuarHos ALNBN

BHEMOYEYHbIE JaHHbIe.
AuarHos AANBI HesceH

AANBN HesceH y auy, <40,
y nuy, > 40 net

MPT nouek
CemeliHblii aHaMHe3 OTCyTCTBYeT

TeHeTuyecKoe TeCTMPOBaHUE (CM.
Tab6auupl 1 1 4 NonHOro TeKcTa)

MPT noyek W reHeTUKa

[unarHocTupoBaHb! Apyrve

COMHUTENbHbI. GOPMBbI KUCTO3HbIX AV ETHED AN
Her anarHosa ALNBN 6onesHeit nouek/nedeHn VEREEEE
MNoBTOpeHue BU3yanusupytowwmx/
reHeTU4eCKUx TeCToB Yepes 2 roga
PucyHok 3 oro
vr\"“'\a‘: ooV 1)
T %
<@
<O
N
T NT. o
> PKD1" PKD1 My)KCKOl/I
¢ g PKD2/DNAJB11 o
& >
& & 0,
S o,
So @
S & lepmnHanbhbie -?_
'S-: 5,’ BapMaHTbI B reHax- UMT, D %)
MmoaunduKaTopax KanopuiHOCTb NUTaHMsA ’:é

&
E Comatunyeckue

g:" BapuWaHTbl B reHax PKD u
[

=

=
&
S

N notpebneHue conu,

bonee Tvn aveTs,
APYrux reHax 6bicTpoe YnpaxHenus, KodenH
nporpeccupo
= [Ownaber, BaHue Femopparnyeckune KucTbl,
% Apyrne npuynHel OnM, Pa3pbiB KMUCT g
° runepTeHsum, g QI)
‘oo Hedponutnas T g
= T X
% S &
O‘)\ LCK®, DTV, 1BP, N &
S NUTI, Mrematypus, IS
1 nospexaeHus “MpoTenHypuns/
anbbymuHypua, e
J Tunoctenypua Y\‘f‘
N2
Cockq ) " “9091(\
ceazaHo ¢ 6onee / PaHH p\p\(\ NPOMEKYTOUHbIN 3ddeKT;

TAXENbIM TeYeHUem;

apdekT npegnonaraercs,
HO He JJ0Ka3aH



	АДПБП_Глава1.vsdx
	Страница-1


