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Zadanka k molekularné genetickému vysetieni

ol

VROZENE KOSTNi ANOMALIE [A]
1023 gent (v3)*

Jméno a pfijmeni: Jméno lékare, odbornost, ICP/ICZ,
Razitko a podpis:

Cislo pojisténce:

Koéd pojistovny: Pohlavi: O muz []Jzena

Zakladni diagnoéza: Narodnost:

Datum a ¢as odbéru:

Datum a ¢as prezkoumani: (vypliiuje LAB)
Datum a ¢as pfijmu: (vypliiuje LAB)
Provedeni vysetreni: [0 [Rutina [ | statim (po pfedchozi domluvé)
Material:
[J |lzolovana DNA [ | Periferni krev (EDTA) [0 |Plodova voda [ | Choriova tkan
O | Jiny

Ugel vysetreni:

[0 | Uréeni - potvrzeni diagnézy

[ | Konfirmaéni test (z druhého nezavislého odbéru)

[ | Pfehodnoceni pavodniho nalezu

[ | Prediktivni test u rodinného pfislusnika probanda / partnera probanda

Jméno a pfijmeni probanda:

Cislo pojisténce:

Sekvenéni varianta: Gen:

S zadankou prosim dodejte informovany souhlas pacienta s analyzou DNA. Bez tohoto dokumentu nemuze byt vzorek vysetien.

Komentar:

Zdravotnicka laboratof &. 8194 akreditovana CIA N
podle CSN EN ISO 15189:2013 —— 2
[A] - vySetieni v rozsahu akreditace (Ize uplatnit flexibilni pFistup k rozsahu akreditace) ~Z —3
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Ustav klinické a molekularni patologie a Iékafské genetiky

Oddéleni lékarské genetiky
17. listopadu 1790/5, 708 52 Ostrava-Poruba

tel.: 59737 3025

Pozadované NGS vysSetieni (bioinformaticka analyza se tyka vzdy celého panelu gent):

Piktogram na konci fadku vyznacuje dal$i panel, ktery mazete pro vySetfeni daného onemocnéni vyuzit (mohou se liSit v rozsahu vySetfovanych
genu). Zvolte prosim panel, ktery Vam nejlépe vyhovuje z pohledu diferencialni diagnostiky.

Skupiny onemocnéni

Vrozené kostni onemocnéni bez podezieni na konkrétni

0 0 Chondrodysplasia punctata (EBP, ARSE, NSDHL, EBP, LBR,
syndrom PEX7, GNPAT, AGPS)

[ | 3M syndrom (cuL7, oBSL1, CCDC8) Chondrodysplazie jiné - thanatoforicka dysplazie,

m achondroplazie, hypochondroplazie, achondrogeneze,
[ | 3MC syndrom (MASP1, COLEC10, COLEC11) hypochondrogeneze, osteochondrodysplazie, Desbuquois
—— r—r - - ,, dysplazie, hypertrichoticka (FGFR3, COL2A1, SLC26A2, TRIP11,
Akromelické dysplazie - trichorinofalangealni, CXN% FAI\;IZOprABCCQa dali) (

] akrokapitofemoralni, kranioektodermalni, geleofyzicka, ' '
akromikricka, a jiné (TRPS1, EXTL, IHH, IFT122, WDR3S, IFT43, ] | Kamptodaktylie (FGFR3, PRG4)
WDR19, ADAMTSL?2, FBN1, PRKAR1A, GDF5, PRMT7, LTBP2 a dalsi) '

[ | Akromezomelické dysplazie (NPR2, GDF5, BMPR1B) O g;?;ﬁ::éreags:\‘n; zdilnglaAz:;a'\lnzSt;IZo)vane poruchy kranialni
Artrogrypozy (TPM2, PIEZO2, TNNI2, GLEL, MYH3, MYH8, MUSK, Kolagenopatie typu 2 - spondyloepifyzarni dysplazie,

[J | TNNT3, NEB, LG4, SYNE1, MYBPC1, PPP3CA a dalsi — celkem cca 30 [] | achondrogeneze, hypochondrogeneze, platyspondylicka
gend) dysplazie, Sticklerliv syndrom (COL2A1)

o A - Kolagenopatie typu 11 - SticklerGv a Marshalltv syndrom

Asfyktizujici torakalni lazie (DYNC2H1, WDR56, TTC21B ) e

O ,F;L)t ujici torakalni dysplazie (DYNC2HL, 56, TTC218, ] | fibrochondrogeneze, otospondylometaepifyzarni dysplazie
(COL2A1, COL11A1)

[ | Atelosteogeneze (FLNB, SLC26A2) [ | Kranioektodermalni dysplazie (IFT122, IFT43, WDR35, WDR19)
Brachydaktylie (HH, BMPR1B, BMP2, GDF5, ROR2, NOG, HOXD13, Kraniofacialni postizeni predominantni, dysostézy -

m EQ;"B';PH%%&) Péﬁg?g',ﬂ;ggf'sw /ng\'éEZ'T)S(h AMRGC'} fngSA*RCEl mandibulofacidlni dysostéza, Treacher Collins syndrom,
ARID1B, ARID1A, SMAD4, POC1A, PDEAD, GPC3 a dalsi - celkem cca 70 kraniofrontonazaini syndrom, frontonazalni dysplazie,
gentl) N akrofacialni dysostoza, frontometafyzarni dysplazie,

Denzita kostni zvy$ena - jiné syndromy (kromé osteoporozy) Kaufmanuv okulocerebrofacialni syndrom a jiné (TCOF1,

[] | s metafyzarnim a/nebo diafyzarim postizenim (ANKH, TGFB1, ESL'ElHD’ PFOEEICI‘XOZFDJI;EEVCl’LlCZK’VI\EI'I:I\,/\IIBll\’/IﬁIé);iL?LQiPAII(éALTM L
TBXAS1, HPGD, SLCO2A1, GJAL, TNFRSF11B, SOST, DLX3, COX4I2 a ODH, SF3B4, SIX2, SPECCIL, ZSWIMS, : 3K7, TMCO1,
daléi) SEC23A, HSPAQ, UBE3B a da|SI)

Denzita kostni snizena - jiné syndromy (kromé osteogenesis . . e o ,
h Kraniosynostézy - syndromy Pfeiffertv, Apertlv, Beare-

[ | imperfecta a Bruckova syndromu) (LRPs, ';Gl':?z’ BAGALTY, Stevensonuv, Crouzon(v, Crouzon(v-like s acanthosis
GORAB, PYCR1, ATP6VOA2, P4HB, SEC24D a dalsi g ; o .

[ Dysplazie s mnohoéetnymi dislokacemi kloubi (CANT1, 0 \r;\'/gerig:sansshSﬁlgﬁfglglggérsgaithé;g r(gz?gllé\gv\]:ckson-
IMPAD1) Itk - ; -

| |Dysseqmentalni dysplézie ypu Sivermar Hardiake, e ke oL e e
Rolland-Desbuquois, Schwartz-Jampel(v syndrom ’ ' e o T ' ’ ' '
(HSPG2, XYLT1) ERF, IL11RA, ZIC1 a dal$i desitky genl)

0 Fetalni akineze (Pena-Shokeir syndrom) (MUSK, ERCCS, .

GLE1, MYOD1, RAPSN, NUP88, DOK7) I:l KFivice (PHEX, FGF23, DMP1, ENPP1, CLCN5, SLC34A3, CASR,
- ANKH, CYP2R1, CYP27B1, ALPL a dalsi)

[ | Glykosylace - vrozena porucha (celkem cca 45 gent)

Metabolické vady - jiné (kromé mukopolysacharidézy) —
hypofosfatazie, hyperfosfatazie, fukosidéza, manosidéza,

O Hydrocefalus (HOXA10, FREM1, FREM2, FREM3, DLX2, SP8, SP9, 0 aspartylglukosaminurie, GMI gangliosidéza, sialidéza,

FGF16) galaktosialidéza, mnoho&etny deficit sulfatazy, mukolipidoza
(ALPL, PGAP2, PGAP3, PIGO, MAN2B1, MANBA, AGA, GLB1, NEU1,
SLC17A5, CTSA, SUMF1, GNPTAB, GNPTG a dal$i)

Hypoplazie koncetin / redukéni vady - syndromy ulnarni- [] | Metafyzérni dysplézie (COL10AL, PTHIR, SBDS, MMP13, MMP9,

mamarni, de Lange, trombocytopenia-chybéjici radius, Holt- IDH1, RMRP a dalsi)

Oramuv, Okihirtv, Cousinliv, Robertsv, rozstépové vady

ruky-nohy, tibialni hemimelie, acheiropodie, tetraamelie, [] | Metatropicka dysplazie (TRPv4)

ankyloblefgron-ektoderméln|’ dysplé;ie-rozétép rtu/patra, M fcké ari lické dvsniazie - dvschondrosted

[] | ektrodaktylie- ektodermalni dysplazie-rozstép rtu/patra, ezomelicke a rizomelicke dysplazie - dyschondrosteoza
Fuhrmanntv, RAPADILINO, Adams-Oliverdv a jiné 0 Leri-Weill, omodysplazie, Robinowtiv syndrom a jiné
(TBX3, NIPBL, HFE2, LIX1L, PIAS3, ANKRD35, ITGA10, PEX11B, (SHOX, GPC6, ROR2, WNT5A, SULF1, SLCO5A1, COL11A1, DVLI,
POLR3GL, TXNIP, RBM8A, THPO, TBX5, SALL4, TBX15, ESCO2, TP63, DVL3, NXN, FZD2 a dalSi)

WNT10B, LMBR1, WNT3, CDH3, FBXW4, WNT7A, RECQL4, ARHGAP31, Satns enifurAarni 5i
RBPJ, EOGT, DOCK6, ZBTB16, DLX5, RSPOR2, CDH3, SEM1, EPS15L1, | [] Mnohocetna epifyzarni dysplazie (COMP, COL9AL, COL9AZ,

ZAK a dal$i)

COL9A3, MATN3, RNU4ATAC, UFSP2)

Zdravotnicka Iavboratof ¢. 8194 akreditovana CIA
podle CSN EN ISO 15189:2013

[A] - vySetieni v rozsahu akreditace (Ize uplatnit flexibilni pfistup k rozsahu akreditace)
Katalog tiskopisti FNO - slozka NLP, K6d MTZ: 3602451
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[ ?éQ'?PE?(?’E?a osteochondromatéza (exostéza) Poruchy sulfatace - achondrogeneze, atelosteogeneze,
’ 0 diastroficka dysplazie, chondrodysplazie, Ehlers-
] Mukopolysacharid6za (IDUA, IDS, SGSH, NAGLU, HGSNAT, GNS, Danlosiiv syndrom (SLC26A2, PAPSS2 CHST3, IMPAD1, CHST14,
GALNS, GLB1, ARSB, GUSB, FUCAL, HYAL1, VPS33A) FLNB a dalsi)
. Porucha organizace skeletu - jiné syndromy - cherubismus,
[ | Omodysplazie (GPCs, PzD2) fibrézni dysplazie, progresivni kostni heteroplazie,
0 metachondromatéza, osteoglofonicka dysplazie, fibrodysplasia
0 Osteoartropathie genetické zanétlivé / revmatoidni (wisp3, ossificans progressiva, neurofibromatéza typu 1,
NLRP3, ILIRN, LPIN2, GALNT3, ANTXR2, PRG4) enchondromatéza (Olller- Maffucm) a dalSi (SH3BP2, GNAS,
ANOS5, PTPN11, FGFR1, ACVR1, NF1, IDH1, IDH2 a dal$i)
Osteolyza (TNFRSF11A, LMNA, ZMPSTE24, MMP2, NOTCH2, MAFB, <
U | TRemz, TyroBP & dalsi) [ | Pyknodysostéza (cTsK)
Osteogenesis imperfecta (COL1A1, COL1A2, CRTAP, P3H1, PPIB, ,Short-rib thoracic dysplasia“ s nebo bez polydaktylie
0 | SR T R I, LS [ | (DYNC2H1, WDRS6, NEKL, IFT172, WDR34, WDR60, CEP120, IFT140,
dalg) KIAA0586, IFT52, INTU, DYNC2LI1, TCTEX1D2, IFT81)
Osteopetréza (TCIRG1, CLCN7, OSTM1, TNFSF11, TNFRSFLIA, L L
[] | PLEKHML, CLCN7, CA2, LRPS5, CLCN7, IKBKG, FERMT3, RASGRP2, [] | Spondylodysplastické dysplazie (TRIP11, SLC35D1, SBDS)
AMER1, SNX10 a dal$i)
Les - i Spondyloepifyzarni dysplazie (COL2A1, ACAN, DYM,
0 Osteoskleroticka dysplazie neonatalni (PTH1R, DHCR24, 0 S,\'ZARCXM Eple);Ks MAT’;\BPDDRZ (TRAPPCZ NKX3-2 SLCI0A13
COL1AL, FAM20C) KIF22, AIFM1, B3GALT6, BGN, TONSL, MIR14, NANS, DDRGK1 a dal$i)
s , Spondyloepimetafyzarni dysplazie (TRPV4, KIF22, B3GALTS,
»Overgrowth® syndromy s postizenim skeletu - Weaverav, | ] EXOCGBy,SGMS2, TRAIyDPCZ, RSI!RYl, SIK3, POP1, NEPRO, RPRM,
Sotosuv, Marshall-Smithuav, Proteus, Marfantiv, Loeys- COL11A2, DDRGK1 a dalsi)
Dietztlv, Beckwith-Wiedemann, Simson-Golabi-Behmel, 0 Spondylometafyzarni dysplazie (ACP5, COL2A1, PAM1S,
. Kosaki, Luscan-Lumish, Gorliniv, Perlmantv, Shasi- PCYTLA)
Pena, Tattn-Brown-Rahmanilv, kongenitalni Spondylokostalni dysostéza a jiné dysostézy
kontrakturalni arachnodaktylie a jiné (EzH2, EED, NSD1, NFIX, s predominantnim postizenim obratl, event. Zeber -
AKT1, FBN1, FBN2, TGFBR1, TGFBR2, SMAD3, TGFB2, GPC3, GPC4, : S ’ :
OFD1, CDKN1C, NPPC, PDGFRB, ICRL, KCNQ1OT1, CDKN1C, SETD2, [J | syndrom Klippel-Feil a jiné (N, DLL3, MESP2, LFNG, HEST,
PTCHL, DNMT3A, ASLX2, PIK3CA a dalsi) msgigéeatigé')coel, BMPER, MEOX1, PAX1, XYLT2, TBX2, TBX6,
I
Patelarni dysostézy — ischiopatelarni dysplazie, syndrom
] |, nail-patella®, genitopatelarni syndrom a jiné (Tex4, PiTx1, | [ | Syndaktylie (cca 40 gent)
LMX1B, KAT6B, ORC1, ORC4, ORC6 a dal3i)
Polydaktylie-syndaktylie-trifalangismus (SHH, GLI1, GLI2, [ | Synostézy mnohoéetné (NOG, GDF5, GDF6, FGF9, HOXA11)
GLI3, FBLN1, HOXD13, SALL1, FGFR2, FGFR3, FGF10, KIF7, LMBR1,
LRP4, GREM1, FMN1, FAM58A, GJAL, MKS1, TMEM216, TMEM67, s i L. C
O CEP290, RPGRIP1L, CC2D2A. MIPOLL, SC5D, MIR17HG, CSPPL, BOD2, Trpashs:tw prlmordlalnl mlkrocefallcke osteodysplastické -
DDX59, MEIS2, IHH, BHLHA, FGF16, IQCE, PIX1, ZNF141, WDPCP, ] | Seckelav syndrom, a jiné (RNU4ATAC, PCNT, POC1A, NSMCE2,

NECTIN4 a dal$i desitky gent)

CENPE, XRCC4 a dalsi)

V ramci skrininku €astych recesivnich onemocnéni jsou v panelu zarazeny geny: GJB2, CFTR

Jiné syndromy - neuvedené ve skupinach vyse

podle CSN EN ISO 15189:2013

[A] - vySetieni v rozsahu akreditace (Ize uplatnit flexibilni pFistup k rozsahu akreditace) =~ —
Katalog tiskopisti FNO - slozka NLP, K6d MTZ: 3602451

[ | Aarskog-Scottav syndrom (FGD1) [ | culler-Jonestv syndrom (GLI2)

Adams-Oliveriv syndrom (ARHGAP31, EOGT, DLL4,
O DOGKS, NOTCHL, RBBJ) [] | DOORS syndrom (TBC1D24)
[ | Alagille syndrom (JAG1, NOTCH2) [] | Diamond Blackfaniv syndrom (RPS19, RPL11, RPL5)

K Ellis-van Creveldova chondroektodermalni dysplazie
[ | Alkuraya-Kucinskas syndrom (KIAA1109) O (EVC. EVC2)
Fanconiho anémie
[ | Anauxeticka dysplazie (POP1, NEPRO, RMRP) [1 | (FANCA, FANCB, FANCC, BRCA2, FANCD2, FANCE, FANCF,
XRCC9, FANCI, BRIP1, PHF9, FANCM, PALB2, RAD51C)
[ | Antley-Bixlerav syndrom (FGFR2, POR) [ | Floating-Harbor syndrom (SRCAP)
[ | Au-Kline syndrom (HNRNPK) [] | Fokalni dermalni hypoplazie (PORCN)
) Foramina parietale / s kleidokranialni dysplazii
[ | Baller-Gerold syndrom (RECQL4) | (MSX2, ALX4)
[ | Baraitser-Winter syndrom (ACTB, ACTG1) [J | Frasertiv syndrom (FRAS1, GRIP1)
y y

Bardet-Biedllv syndrom (BBS1, BBS2, ARL6 , BBS4, [ | Gordonav syndrom (PIEZO2)
[ | eBS5, MKKS, BBS7, BBS9, TTC8, BBS11, TRIM32, BBS12,

BBIP1, CBORF37, IFT27, LZTFL1, SDCCAGS, PTHB1) [ | Hallermann-Streiffiiv syndrom (GJA1)
[ | Bloomav syndrom (BLM) [] | Holt-Oramiiv syndrom (TBX5)
[] | Bohring-Opitz syndrom (ASXL1) [] | Hydrolethalus syndrom (TBX5)

Zdravotnicka laboratof &. 8194 akreditovana CIA Sy,
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Branchio-okulo-facialni syndrom (TFAP2A)

Hyperparatyroidismus (CASR)

Brucklv syndrom (FKBP10, PLOD2)

Hypofosfatemicka rachitis (PHEX, CLCNS5, FGF23)

»Cartilage-hair“ hypoplazie (RMRP)

Hypotyre6za (DUOX2, DUOXA2, IGSF1, IRS4, IYD, NKX2-1,
PAX8, SLC5A5, TBL1X, TG, THRA, TPO, TRHR, TSHB, TSHR)

Camurati-Engelmannova nemoc (TGFB1)

CHARGE syndrom (CHD7)

Cohen-Gibson syndrom (EED)

Chitayat syndrom (ERF)

CHOPS syndrom (AFF4)

Saul-Wilson syndrom (COG4)

Imagawa-Matsumoto syndrom (Suz12)

SBBYSS syndrom (KAT6B)

IMAGE syndrom (CDKN1C)

Scalp-ear-nipple syndrom (KCTD1)

Jackson-Weisslv syndrom (FGFR1)

Sashi-Pena syndrom (ASXL2)

Kampomelicka dysplazie (SOx9)

Schwachman-Diamond syndrom (SBDS, EFL1)

Keipert syndrom (GPC4)

SHORT syndrom (PIK3R1)

Kenny-Caffeyova dysplazie (TBCE, FAM111A)

Sifrim-Hitz-Weisslv syndrom (CHD4)

Khan-Khan-Katsanis syndrom (NCAPG2)

Silver-Russel syndrom (CDKN1C, IGF2)

Kleidokranialni dysplazie (RUNX2)

Smith-Lemli-Opitziiv syndrom (DHCR?)

LADD syndrom (FGFR3, FGFR2, FGF10)

Steelliv syndrom (COL27A1)

Larsentlv syndrom (B3GAT3, FLNB, GZF1)

Stiive-Wiedemannova dysplazie (LIFR)

Laurin-Sandrow(v syndrom (LMBR1)

Sticklertiv syndrom (COL2A1, COL9A1, COL9A2, COL9A3,
COL11A1)

Luscan-Lumishlv syndrom (SETD2)

Suleiman-El-Hattab syndrom (TASP1)

Lujan-Fryns(iv/Ohdo/Opitz-Kaveggia syndrom
(MED12)

Takenouchi-Kasaki syndrom (CDC42)

Mabry syndrom (PGAP2, PGAP3, PIGO, PIGV, PIGW, PIGY)

TAR syndrom (RBMS8A)

McCune-Albrightova hereditarni osteodystrofie
(GNAS)

Treacher-Collinstiv syndrom (TCOF1, POLR1B,
POLR1D)

Meier-Gorlin syndrom (ORC1, ORC4, ORC6, GMNN,
CTD1, CDC6, CDC45, MCMS5)

Tatoon-Brown-Rahmantiiv syndrom (DNMT3A)

Myhre syndrom (SMAD4)

Trichorinofalangealni syndrom (TRPS1)

Nicolaides-Baraitser syndrom (SMARCA2)

van der Woude syndrom (IRF6, GRHL3)

Nijmegen breakage syndrom (NBN)

Van Maldergem syndrom (DCHS1, FAT4)

Opsismodysplazie (INPPL1)

Verheij syndrom (PUF60)

Osteopoikilosis (LEMD3)

Ververi-Brady syndrom (QRICH1)

Otopalatodigitalni syndrom (FLNA)

Weil-Marchesani syndrom (FBN1, ADAMTS10,
ADAMTS17, LTBP2)

Perlmantiv syndrom (DIS3L2)

Weiss-Kruszka syndrom (zNF462)

ogooooooogoooog|oojojojfojojoygjoojojoyojoio

Peters-Plus syndrom (B3GALTL)

oooooooogoooooooooojooojobjo|jb0jog|ooig

Yunis-Varontiv syndrom (FIG4)

O

Ruijs-Aalfsav syndrom (SPRTN)

O

You-Hoover-Fong syndrom (TELO2)

* PocCet genll v panelu (verze) je platny k datu vydani zadanky. Seznam vysSetifovanych genl a oblasti viz Aktualni seznam ¢innosti provadénych

v ramci flexibilniho rozsahu akreditace, www.fno.cz.

Zdravotnicka Iavboratof ¢. 8194 akreditovana CIA
podle CSN EN ISO 15189:2013

[A] - vySetieni v rozsahu akreditace (Ize uplatnit flexibilni pfistup k rozsahu akreditace)
Katalog tiskopisti FNO - slozka NLP, K6d MTZ: 3602451

Wy,
SN
N

(

“ynf “\‘\\\\

oy

AN
il W

Strana 4 (celkem 4) Revize Cislo: 04

M 8194


http://www.fno.cz/

