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Zadanka k molekularné genetickému vysetieni

ol

VROZENE KOSTNi ANOMALIE [A]
1029 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: [J |Rutina [ | statim (po pfedchozi domluvé)
Material:
[J |lzolovana DNA [ | Periferni krev (EDTA) [0 |Plodova voda [0 | Choriova tkan
O |Jiny

Ugel vysetreni:

[0 | Uréeni - potvrzeni diagnézy

[0 | Konfirmaéni test (z druhého nezavislého odbéru)

[ | Prediktivni test u rodinného pfislusnika probanda / partnera probanda

Jméno a prijmeni probanda:

Cislo pojisténce:

Sekvenéni varianta: Gen:

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

Komentar:
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) Fakultni nemocnice Ostrava
Ustav klinické a molekularni patologie a Iékafské genetiky

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

tel.: 59737 3025

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

Piktogram na konci fadku vyznacuje dal$i panel, ktery mizete 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

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

[J | 3M syndrom (cuL7, OBSL1, CCDC8) Chondrodysplazie jiné - thanatoforicka dysplazie,

m achondroplazie, hypochondroplazie, achondrogeneze,

[ | 3MC syndrom (MASP1, COLEC10, COLEC11) hypochondrogeneze, osteochondrodysplazie, Desbuquois

—— — - - — dysplazie, hypertrichoticka (FGFR3, COL2A1, SLC26A2, TRIP11,
Akromelické dysplazie - trichorinofalangealni, CXN% FAI\;IZO).‘,BPABCCQa dali) (

0 akrokapitofemoralni, kranioektodermailni, geleofyzicka, ’ ’
akromikricka, a jiné (TRPS1, EXT1, IHH, IFT122, WDR35, IFT43, [ | Kamptodaktylie (FGFR3, PRG4)
WDR19, ADAMTSL2, FBN1, PRKAR1A, GDF5, PRMT7, LTBP?2 a dalsi) '

[ | Akromezomelicks dysplézie (\PRz, GDF5, BMPR1E) [ | Kieldokranidini dysplazle a izolované poruchy kranidini
Artrogrypozy (TPM2, PIEZO2, TNNI2, GLE1, MYH3, MYHS, MUSK, Kolagenopatie typu 2 - spondyloepifyzarni dysplazie, -

[ | TNNT3, NEB, LGI4, SYNE1, MYBPC1, PPP3CA a dalsi — celkem cca 30 [] | achondrogeneze, hypochondrogeneze, platyspondylicka
genu) dysplazie, Sticklerliv syndrom (COL2A1)

o _— - Kolagenopatie typu 11 - Sticklerliv a Marshall(lv syndrom,

O ﬁ:ﬁﬁ; izujici torakalni dysplazie (DYNC2H1, WDRS6, TTC21B, ] | fibrochondrogeneze, otospondylometaepifyzarni dysplazie

(COL2A1, COL11A1)

[ | Atelosteogeneze (FLNB, SLC26A2) [ | Kranioektodermalni dysplazie (IFT122, IFT43, WDR35, WDR19)
BrachydathIie (IHH, BMPR1B, BMP2, GDF5, ROR2, NOG, HOXD13, Kraniofacialni postiieni predominantni’ dysostézy -

m Z,Q’ZE"E’;PH’E,@SZ)’@P é?_,‘gﬁ”;ﬁ/; Sgég’ S";\’ché\’é:g)gb A\;’?GC/Z fgﬁa’RCE 4 mandibulofacidlni dysostéza, Treacher Collins syndrom,
ARID1B, ARID1A, SMAD4, POC1A, PDE4D, GPC3 a dali - celkem cca 70 kraniofrontonazaini syndrom, frontonazalni dysplazie,
gent) [] | akrofacialni dysostéza, frontometafyzarni dysplazie,

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

[] |s metafyzarim a/nebo diafyzarnim postizenim (ANKH, TGFB1, ggug’,?, PFOLBITC}X%FD;EEV%LICZKJ 5/7/\781/\’/12?2(;1 ;‘Llﬁ ;\L;“,TM ;
TBXAS1, HPGD, SLCO2A1, GJA1, TNFRSF11B, SOST, DLX3, COX4I2 a ODH, SF3B4, SIX2, SPECCTL, ZSWIMS, » MAP3K7, TMCOT,
dali) SEC23A, HSPA9, UBE3B a dalsi)

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

- L%%qr;egsciBy;ﬁgyggy}gﬁ?}:@m&gﬁg& zG|FI§2’ B4GALT?, Stevenson(v, Crouzon(v, Crouzonlv-like s acanthosis

, 1, ) ) a daldi OV ) X )
P - PREFRRT, . S nigricans, Antley-Bixler(lv, Saethre-Chotzenuv, Jackson-

0 Dysplazie s mnohocetnymi dislokacemi kloubtl (CANTY, 0 Wgeiss Shprintz)én Goldbergtv, Baller-Geroldty a
IMPAD1) ; - ; -

AIni ryr : rpenterdv, k. Muenkeho a B nskéh FGFR1, FGFR2,
Dyssegmentalni dysplane typu Sllveram an-Handmaker, Ic-}ngRi Itgeog MSX2 UT?/VIS% OS?(I lgétt:%& ??A%gpglz‘(cgm éwfzssf

[ | Rolland-Desbuquois, Schwartz-Jampeltiv syndrom ERF, IL11RA, ZIC1 a dalsi desitky gend) ’ ’ ’
(HSPG2, XYLT1) ’ ’

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

GLE1, MYOD1, RAPSN, NUP88, DOK7) 0 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) galaktosialidoza, mnohocetny 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- [] | Metafyzarni dysplazie (COL10A1, PTHIR, SBDS, MMP13, MUPS,

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

Oramuyv, Okihirtv, Cousinliv, Robertstv, rozstépové vady

ruky-nohy, tibialni hemimelie, acheiropodie, tetraamelie, [] | Metatropicka dysplazie (TRPV4)

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

[] | ektrodaktylie- ektodermalni dysplazie-rozstép rtu/patra, ezomelicke a rizomelicke dysplazie - dyschondrosteoza

Fuhrmann(v, RAPADILINO, Adams-Olivertyv a jiné

(TBX3, NIPBL, HFE2, LIX1L, PIAS3, ANKRD35, ITGA10, PEX11B,
POLR3GL, TXNIP, RBM8A, THPO, TBX5, SALL4, TBX15, ESCO2, TP63,
WNT10B, LMBR1, WNT3, CDH3, FBXW4, WNT7A, RECQL4, ARHGAP31,
RBPJ, EOGT, DOCK6, ZBTB16, DLX5, RSPOR2, CDH3, SEM1, EPS15L1,
ZAK a dalsi)

Leri-Weill, omodysplazie, Robinowiv syndrom a jiné
(SHOX, GPC6, ROR2, WNT5A, SULF1, SLCO5A1, COL11A1, DVL1,
DVL3, NXN, FZD2 a dalsi)

O

Mnohocetna epifyzarni dysplazie (COMP, COL9A1, COL9A2,
COL9A3, MATN3, RNU4ATAC, UFSP2)

Zdravotnicka Iavboratof ¢. 8194 akreditovana CIA
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[ :\I’I:_;?P‘gg_g?a osteochondromatéza (exostoza) Poruchy sulfatace - achondrogeneze, atelosteogeneze,
d 0 diastroficka dysplazie, chondrodysplazie, Ehlers-
0 Mukopolysacharidéza (IDUA, IDS, SGSH, NAGLU, HGSNAT, GNS, Danlostv syndrom (SLC26A2, PAPSS2 CHST3, IMPAD1, CHST14,
GALNS, GLB1, ARSB, GUSB, FUCA1, 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, IL1RN, LPIN2, GALNT3, ANTXR2, PRG4) enchondromat6za (Olller- Maffucm) a dalSi (SH3BP2, GNAS,
ANOS5, PTPN11, FGFR1, ACVR1, NF1, IDH1, IDH2 a dal$i)
Osteolyza (TNFRSF11A, LMNA, ZMPSTE24, MMP2, NOTCH2, MAFB, <
U | 7Remz, TyroBP A dalsi) [ | Pyknodysostéza (CTsK)
Osteogenesis imperfecta (COL1A1, COL1A2, CRTAP, P3H1, PPIB, ,Short-rib thoracic dysplasia“ s nebo bez polydaktylie
O ?;7;_';13%f’f;ﬁ’ﬂ;\’%’,ﬁ.’:7;\4%':;.';2?';7&;9”%";’2%% ”;g‘l”% /'\3 LA‘jg’SD a [ | (pYNC2H1, WDRS6, NEK1, IFT172, WDR34, WDR60, CEP120, IFT140,
dalsh) KIAA0586, IFT52, INTU, DYNC2LI1,TCTEX1D2, IFT81)
Osteopetréza (TCIRG1, CLCN7, OSTM1, TNFSF11, TNFRSF11A, L o
[1 | PLEKHM1, CLCN7, CA2, LRP5, CLCN7, IKBKG, FERMT3, RASGRP2, [] | Spondylodysplastické dysplazie (TRIP11, SLC35D1, SBDS)
AMER1, SNX10 a dalsi)
Les - Sl Spondyloepifyzarni dysplazie (COL2A1, ACAN, DYM,
0 Osteoskleroticka dysplazie neonatalni (PTH1R, DHCR24, 0 SIEARCXU 5,:2);”(3 MATYNSPDDR2(TRAPPCZ NKX3-2 SLC39A13
COL1A1, FAM20C) KIF22, AIFM1, B3GALT6, BGN, TONSL, MIR14, NANS, DDRGK1 a dal$i)
. . Spondyloepimetafyzarni dysplazie (TRPV4, KIF22, B3GALTS,
»Overgrowth® syndromy s postizenim skeletu - Weaverdv, | [ Exocssl,/ SGMS2, TRA)//DPcz, RS:yDRW, SIK3, POP1, NEPRO, RPRM,
Sotosuv, Marshall-Smithav, Proteus, Marfantiv, Loeys- COL11A2, DDRGK1 a dal$i)
Dietzliv, Beckwith-Wiedemann, Simson-Golabi-Behmel, Spondylometafyzarni dysplazie (ACP5, COL2A1, PAM16,
O Kosaki, Luscan-Lumish, Gorlintiv, Perimantv, Shasi- O PCYT1A)
Pena, Tattn-Brown-Rahmanlv, kongenitalni Spondylokostalni dysostéza a jiné dysostézy
kontrakturalni arachnodaktylie a jiné (EzH2, EED, NSD1, NFIX, s predominantnim postizenim obratlt, event. zeber -
AKT1, FBN1, FBN2, TGFBR1, TGFBR2, SMAD3, TGFB2, GPC3, GPC4, - o ’ ’
OFD1, CDKN1C, NPPC, PDGFRB, ICR1, KCNQ10OT1, CDKN1C, SETD2, L1 | syndrom Kiippel-Feil a jiné (MNX1, DLLS, MESP2, LFNG, HES?,
PTCH1, DNMT3A, ASLX2, PIK3CA a dalsi) %\E/gl;'gé (ZDdFa(Ii,é')COGL BMPER, MEOX1, PAX1, XYLT2, TBX2, TBX6,
I
Patelarni dysostézy — ischiopatelarni dysplazie, syndrom
(1 |,nail-patella“, genitopatelarni syndrom a jiné (TBx4, PITX1, [] | Syndaktylie (cca 40 gent)
LMX1B, KAT6B, ORC1, ORC4, ORC6 a dalsi)
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, GJA1, MKS1, TMEM216, TMEM67, C i L. C
O CEP290, RPGRIP1L, CC2D2A, MIPOL1, SC5D, MIR17HG, CSPP1, BOD2, Trpashs:tw prlmordlah_1_| mlkrocefallcke osteodysplastické -
DDX59, MEIS2, IHH, BHLHA9, 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

Katalog tiskopisti FNO - slozka NLP, K6d MTZ: 3602280

[ | Aarskog-Scottav syndrom (FGD17) [ | Culler-Jonestv syndrom (GL/2)
Adams-Oliveriv syndrom (ARHGAP31, EOGT, DLL4,
O DOCKS, NOTCH1, RBP) [] | DOORS syndrom (TBC1D24)
[ | Alagille syndrom (JAG?, NOTCH2) [] | Diamond BlackfanGiv syndrom (RPS19, RPL11, RPL5) @
Ko Ellis-van Creveldova chondroektodermalni dysplazie
[ | Alkuraya-Kucinskas syndrom (KIAA1109) O (EVO. EVC2)
Fanconiho anémie
[ | Anauxeticka dysplazie (POP1, NEPRO, RMRP) [0 | (FANCA, FANCB, FANCC, BRCA2, FANCD2, FANCE, FANCF,
XRCC9, FANCI, BRIP1, PHF9, FANCM, PALB2, RAD51C)
] | Antley-Bixlertiv syndrom (FGFR2, POR) & | O | Floating-Harbor syndrom (srcaP) \V/4
[ | Au-Kline syndrom (HNRNPK) [] | Fokalni dermalni hypoplazie (PORCN)
g Foramina parietale / s kleidokranialni dysplazii
] | Baller-Gerold syndrom (RECQL4) ® |0 (MEXD, LX)
[0 | Baraitser-Winter syndrom (ACTB, ACTGY) [] | Frasertiv syndrom (FRAS1, GRIP1)
Bardet-Biedlliv syndrom (BBS1, BBS2, ARL6, BBS4, [ | Gordonav syndrom (PIEZO2)
[ | BBS5, MKKS, BBS7, BBS9, TTC8, BBS11, TRIM32, BBS12, q P
BBIP1, C8ORF37, IFT27, LZTFL1, SDCCAG8, PTHB1) [ | Hallermann-Streiffiiv syndrom (GJA7)
[ | Bloomiv syndrom (BLM) [] | Holt-Oramiiv syndrom (7BX5)
[ | Bohring-Opitz syndrom (ASXL1) [] | Hydrolethalus syndrom (78x5)
Zdravotnicka laboratof &. 8194 akreditovana CIA ¢\»~\“\“:'£,$’f~,,,
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Branchio-okulo-facialni syndrom (TFAP2A)

Hyperparatyroidismus (CASR)

Brucklv syndrom (FKBP10, PLOD2)

Hypofosfatemicka rachitis (PHEX, CLCN5, 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)

N4

Cohen-Gibson syndrom (E£D)

Chitayat syndrom (ERF)

CHOPS syndrom (AFF4)

Saul-Wilson syndrom (C0OG4)

Imagawa-Matsumoto syndrom (Suz12)

SBBYSS syndrom (KAT6B)

IMAGE syndrom (CDKN1C)

Scalp-ear-nipple syndrom (KCTD7)

Q<

Jackson-Weiss(iv syndrom (FGFR1)

Sashi-Pena syndrom (ASxL2)

Kampomelicka dysplazie (S0x9)

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?)

QD

LADD syndrom (FGFR3, FGFR2, FGF10)

SteelGiv syndrom (COL27A1)

Larsentlv syndrom (B3GAT3, FLNB, GZF1)

Stiive-Wiedemannova dysplazie (LIFR)

Laurin-Sandrow(iv syndrom (LMBR1)

Sticklertiv syndrom (COL2A1, COL9A1, COL9A2, COLYIA3,
COL11A1)

Luscan-Lumishlv syndrom (SETD2)

Suleiman-El-Hattab syndrom (7ASP7)

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, MCM5)

Tatoon-Brown-Rahmantiv syndrom (DNMT3A)

Myhre syndrom (SMAD4)

Trichorinofalangealni syndrom (TRPS7)

QDS

Nicolaides-Baraitser syndrom (SMARCA?2)

van der Woude syndrom (/IRF6, GRHL3)

Nijmegen breakage syndrom (NBN)

Van Maldergem syndrom (DCHS1, FAT4)

Opsismodysplazie (INPPLT)

Verheij syndrom (PUF60)

Osteopoikilosis (LEMD3)

Ververi-Brady syndrom (QRICH?)

Otopalatodigitalni syndrom (FLNA)

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

Perlmantiv syndrom (D/S3L2)

Weiss-Kruszka syndrom (ZnF462)

ogooooooogoooog|oojojojojojoygjoojojoyo|joo

Peters-Plus syndrom (B3GALTL)

Yunis-Varoniv syndrom (FI/G4)

O

Ruijs-Aalfstiv syndrom (SPRTN)

gooooooogooo|jojoojojoyojojbygjobjojoog|oog|o

You-Hoover-Fong syndrom (TELO2)

Vysvétlivky:

v

Onemocnéni a vady srdce [A]

-263 genl (v4)* - 484 genl (v4)*

Onemocnéni ledvin [A]

Vrozené kostni anomalie [A]
- 1029 gena (v3)*

ol

\74

Vzacna onemocnéni [A]

- 636 gent (v2)* -637 gent (v3)*

Onemocnéni a vady oc€i [A]

Vrozena porucha sluchu [A]
- 359 gent (v3)*

®

I)

Mentalni retardace a Mikrocefalie [A] &#
- 701 gena (v2)*

- 190 genl (v2)*

Neurodegenerativni onemocnéni [A]

K

Onkogenetika [A]

* Pocet genll v panelu (verze) je platny k datu vydani zadanky. Seznam vySetfovanych gen( a oblasti viz Aktualni seznam &innosti provadénych

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