Ne TecTa

HaumeHnoBanue

6441 Ilanenb nuuieBbie aJIepreHbl
6443 Ilanens neguarpuyeckas paciiipeHHast
6440 ITanenb pecnupaTOpHbIE aJUIePreHbl
1361 AHA IgG npoduib (nRNP/Sm, Sm, SS-A, Ro-52, SS-B, Scl-70, PM-Scl, Jo-1, CENP B, PCNA, dsDNA, nucleosomes,histones, ribosomal P-|
proteins, AMA M2 separately), 60T
N87 IIpuem Bpaya-akyepa-ruHeKoIora JJedeOHO-AMarHOCTHYSCKUI, TEPBUYHBIN, aMOYJIaTOPHBIN
N&8 IIpuem Bpaya-akymepa-ruHeKoIora Je4eOHO-THarHOCTUYSCKU I, TOBTOPHBIN, aMOYyIaTOPHBII
595 Hccnen. pparmenranun JIHK B ciepmaro3onmax
1801 HccnenoBanue aktuBHOCTH (hakropa 11
1802 HccnenoBanue akTuBHOCTH (hakTopa V
1803 HccenenoBanme akTHBHOCTH hakTopa X
1804 HccnenoBanue akTiBHOCTH hakTopa XI
1805 HccnenoBanue aktuBHOCTH (hakTopa XII
777797 I'enernueckas nanens "2 genes"
777798 I'eHeTnueckas nanens "Light"
777799 I'enernueckas nanens "MyNeuro"
7777100 |I'enernueckas nmanenb "MyWellness"
6260 Mynsrunanens PROTIA Allerqy-Q (Multipanel PROTIA Allerqy-Q)
1399 Bankomuiny
620 Tapakan, IgE (Cockroach, IgE, FI 6)
133 anti-Helicobacter pylori IeG
1585MUSK JAHTHTENa K MBIIIEYHO-cienndhuieckoi Tipo3unHkuHa3e (aHTH-MuSK) (Muscle-specific tyrosinekinase (MuSK) antibodies
62MHC JIMarHoCTHKa IeTMaKiK: HEEPEHOCUMOCTh OelKa 3JIaKOBBIX (TIIFOTCHA)
278 JlabopatopHoe yccienoBanue anTureHa Aspergillus (rajakroMmanHaH) B CHIBOpoTKe KpoBH (Aspergillus antigen (galactomannan) in serum)
167MHC  IMuKpO- 1 MaKPOIJIEMEHTBI
177 Helicobacter pylori IgA (Aututena kimacca IgA k Helicobacter pylori)
1355 MeranedpuH B 11a3me (ToabKo it MUHCKA)
169 CBobonnbIi TectocTepoH (Free Testosterone)
2401 CKpBbITast KpOBb B Kaie (KOJOPEKTaIbHBIE KPOBOTEUCHHS ), KOMMYECTBEHHBIH nMMyHoxuMudeckuii metox FOB Gold (Quantitative
Immunochemical Fecal Occult Blood, Test FOB Gold)
1690 AMMHOKHUCIJIOTHI B IJ1a3Me KpoBH, 48 mokaszareneii (Amino Acids Analysis, Plasma, 48 parameters)
1689 AMUHOKHCIIOTHI B IIJIa3Me KPOBH, CKDHHMHTOBOE HccienoBanue 13 mokasareneid (Amino Acids Analysis, Plasma, 13 parameters)
222 Opurponostus (Erythropoetin)
939 Muo3sut-cienuduunsie antuTena kiacca IgG (nmaitn-6mot: Mi-2, Ku, PM-Scl 100/75; Jol PL-7 PL-12 EJ OJ; SRP, SSA (R052)) (Myositis-
Specific Panel)
3152 AnznpodIiop, HcciieoBaHne MUKPOMIOPEI YPOT€HUTATHHOTO TPAKTa MYXUUH B ISKYIITE
Tanens antudochomunuansix anturen, IgG, [gM MeTomOM TOT-UMMYyHOAHAITN3, KAYECTBEHHBIN TECT B CBIBOPOTKE KpoBH (Anti-
1378 .. o
Phospholipid Antibodies Panel)
1604 Buramun Bl — tnamun, nmna3ma (Vitamin B1, Thiamine, plasma)
1605 Buramua B6, nupumokcanb-5-hocdar, miazma (Vitamin B6, Pyridoxal-5-Phosphate, PLP)
1608 Buramua BS — nantorenopas kuciora (Vitamin BS, Pantothenic acid)
1610 Buramun B3 — nukotuaamu, miasma (Buramun PP, Huanun, Vitamin B3 — Nicotinamide, Niacinamide, plasma)
1611 Buramun B7, H (6notun)
195 AnnpocteninoH (Androstenedione)
21 Muorno6un (Myoglobin)
1828 JKupopacTBOpHUMbIC BUTAMHUHBI
2113 OreHka 3710poBbs pocTatsl (IICA odnr., [ICA cB., -2proPSA, phi)
20 Kpearunkunaza-MB (Kpeatundochoknnaza-MB, KK-MB, KOK-MB, Creatine Kinase-MB, CK-MB, KK-2)
OTAI' Okcnpecc-tect SARS-COV-2 Ag
OTAI-T'P  |Okcnpecc-Tect Ha autured K SARS-CoV-2, k Bupycam rpunma tTuna A u rpunmna Tuna B
PB55 IToBap CKpUHUHT
PB56 TToBap Pexomenayemblit
1361 Antunykneapusie anturena (AHA), IgG npoduns (nRNP/Sm, Sm, SS-A, Ro-52, SS-B, Scl-70, PM-Scl, Jo-1, CENP B, PCNA, dsDNA,
nucleosomes, histones, ribosomal P-protein, AMA-M?2 separately), "MMYHOOJIOT
1364 Anrturena kiacca IgM k Bupycy npocroro repneca 2 tuna, HSV-2
1264 IIporenn S cBobousbIH (Protein S)
1265 AHanu3 XMMHUYECKOro COCTaBa MOUEBBIX (IIOUEUHBIX) KaMHeil MeTojoM peHTrenodasoBoro aHanusa (Compositional Analysis of Urine
(Kidney) Stones, X-ray diffraction analysis)
2014 Omnpenenenne onkomapkepoB Apo 10 u TKTL 1 B kpoBH desioBeka ¢ HCIOIb30BaHUEM AUArHoCTHUeCKUX HabopoB «PanTum Detect»
3357 O1ieHKa COCTOSTHHSI MUKPOOHOTHI TOJICTOTrO KuimeuHuka metojom [1L[P. KOJIOHO®JIOP-8
JIMarHocTHKa NaToJOruy nevyeHu 6e3 OUONCcuu
20OM DdrbdpoMakc (FibroMax)
3DT DubpoTect (FibroTest
AHDT HOBII-®ubdpoTect, HEMHBa3MBHAS TUATHOCTHKA HEATKOTOJIBHOTO cTeaTorenarurta u ¢puodposa neuenn (NASH-FibroTest, non-invasive
diagnosis of non-alcoholic steatohepatitis and liver fibrosis)
JluarsocTuka MHQEKUHOHHbIX 3200/1¢BAHMIL
3320MHC Koponasupyc SARS-CoV-2, onpeznenenune PHK, kau., B Ma3ke co ciu3ucToit Hocorinotku u/unu potornotku (Coronavirus SARS-CoV-2
RNA detection, gualitative, in nasopharyngeal and/or oropharyngeal smear) st Bble3/1a 3a TPaHUILY
3320 Koponasupyc SARS-CoV-2, onpenenenne PHK, kau., B Ma3ke co CIU3UCTON HOCOTTOTKU H/uin poTorioTku (Coronavirus SARS-CoV-2
RNA detection, qualitative, in nasopharyngeal and/or oropharyngeal smear)
251 AHTuTena kiacca IgM K BUpyCy Kopu
319CB Bupyc renarura B, onpenenenue JIHK (HBV-DNA) kau. B cbIBOPOTKE KPOBU




463 Porasupyc (Rotavirus, qjuapeiinsiii cuaapom), anturenHbii tect (Rotavirus Direct Detection by latex agglutination)
483 JIsimGinu (Giardia liamblia), auapeiHblii cuHApoM, aHTHreHHbIH TecT (Giardia liamblia. Rapid immunochromotographic assay)
1600CT |Ananu3 kajga Ha SHTEPOOH03 (siiia oCTpHIl, enterobiasis)
68 Anturena k BUY 1 u 2 u antures BUY 1 u 2 (HIV Ag/Ab Combo)
68BUY-MHC JAnTHTena kK BUY
68B1Y2  JAuturena k BUY mist 6epeMeHHbIX
1659 I'\l‘lll/i.lACJLl.ﬂ, RUJIMTACUTIBUONODIV, N VIIAVIRUBU = T4y = = T4y 5 )
1652 AHTuTena k cnaiikoBomy (S) 6enky SARS-CoV-2, IgG, kauecTBeHHOE onpepencHue. OIeHKa MMMYHUTETA 0 M 1TOCJIE BAaKIIMHAIITH
1641 AnTuTena Kk kopoHaBupycy SARS-CoV-2, IgM (anti-SARS-CoV-2, IgM)
2643 Dxcnpecc-tecT. AHTUreH SARS-CoV-2 B Ma3ke M3 HOCOTJIOTKH, KaUeCTBEHHOE ONpeIecHHe
2643AT° Dkcrpecc-tect. AHTHTeH SARS-CoV-2 B Ma3ke U3 HOCOTJIOTKH, KAUeCTBEHHOE ONpEICICHIE
3550 Bupyc renatuta C(HCV) ynprpauyscrButenbHoe onpeaenenue (koi.) PHK, Tect cuctema GeneXpert
487 CrpenTokokk rpymibl A (Streptococcus group A, S.pyogenes), aHTUT€HHBIN TECT, Ma30K U3 POTOIJIOTKH
AJ1J1eproJIornyecKue Hecae0BaHus
1880 Crnenngnueckne nmmyHorio0ymunsl kinacca G (IgG) x munebim antutenam: Food Xplorer (FOX). (Specific IgG to food antigens: Food
Xplorer(FoX))
1881 Amneprounn ALEX?2, 300 anieprokoMnoHeHToB 1 oouuii IgE
1308ISAC JAmneprounn ImmunoCAP ISAC, 112 anneprokommoneHToB (Allergochip ImmunoCAP ISAC, 112 allergic components)
6841E94  |Komxka, rFel d1 (e94) IgE, InmunoCAP
6814W230 JAmOpo3us BeICOKas, moJyibiHONMCTHAs, nAmb al (w230) IgE, ImmunoCAP
6801P1 Phadiatop Infant ImmunoCAP, IgE
6802PH  |Phadiatop InmunoCAP, IgE
6822MX2 |Cwmech auiepreHoB mwiecend (mx2) IgE, ImmunoCAP
6914FX5 JCwmech neTckux nuieBbix amieprenoB (fx5) IgE, ImmunoCAP
6883CF CMech nuiieBbix amiepreHos (fx15) IgE, ImmunoCAP
66631 Munpans IgE
66603 Ogcsiauna gyrosas (g4) IgE, InmunoCAP
6920W5  |ITosbiab ropbkas (w5) IgE, ImmunoCAP
6843E101 [JCobaka, rCan f1 (e101) IgE, ImmunoCAP
6844E102 [JCobaka, rCan f2 (¢102) IgE, ImmunoCAP
6849F233  |OBomykoma, nGal d1 (£233) IgE, ImmunoCAP
6851K208 }JImzommm siiiia, nGal d4 (k208) IgE, ImmunoCAP
6855F353 ]Cos, rGly m4/PR-10 (£353) IgE, ImmunoCAP
6807F78  |KasenH, mosioko (nBos d8) (f78) IgE, ImmunoCAP
6806F76  |Anbda-maktansoymun (nBos d4) (f76) IgE, InmunoCAP
6846M229 |Alternaria alternate, rAlt al (m229) IgE, InmunoCAP
66633 Bunins, 242
66643 T'pubsl, 212
66627 Kode, 221
66635 Mauna, 343
66636 Masnapus, 302
66618 Moioko Ko3be, £300
66628 Yaii 222
6903F210 JAmnanac (f210) IgE, ImmunoCAP
6882F33  |Amenscud (f33) IgE, ImmunoCAP
6877F92  |banan (92) IgE, ImmunoCAP
6901F88 |bapanuna (f88) IgE, ImmunoCAP
6810T215 |]bepesa 6oponapuarasi, rBet v1/PR-10 6esnok (t215) IgE, ImmunoCAP
6808F77  |bera-nakrorioodysus, (nBos d5) (f77) IgE, ImmunoCAP
6878F27 |l'oBsguna (27) IgE, ImmunoCAP
6834M2  |Cladosporium herbarum (m2) IgE, ImmunoCAP
6832M1 Penicillium notatum (P.chrysogenum) (m1) IgE, InmunoCAP
6833M5  JCandida albicans (m5) IgE, ImmunoCAP
6837F75  |SAuunbiii sxentok (f75) IgE, InmmunoCAP
6870F93  |Kakao (93) IgE, ImmunoCAP
6887F35 |Kaprodens (f35) IgE, ImmunoCAP
6898F84  |Kuswu (f84) IgE, InmunoCAP
6818D2 Kiem momammaeit et / D. farina (d2) IgE, ImmunoCAP
6890F44  |3emusinnka, Kityonuka (f44) IgE, ImmunoCAP
6873F83  |Msico kypuusl (83) IgE, InmunoCAP
6861E85  |Kypuna, nepo (e85) IgE, InmunoCAP
6917K82  Plarekc (k82) IgE, ImmunoCAP
6889F208  |JTumon (f208) IgE, ImmunoCAP
6805F2 Mouoko kopoBbe (f2) IgE, ImmunoCAP
6891F31 |Mopxkosb (f31) IgE, ImmunoCAP
6847E204 |bbramii CIBOPOTOYHEIH aibOymuH, nBos d6 BSA (e204) IgE, ImmunoCAP
6884F7 Ogec (f7) IgE, ImmunoCAP
6919E81  |OsBua, snutenuii (e81) IgE, ImmunoCAP
66604 Orypen (f244) 1gE, InmunoCAP
6879F45 | poxoxu nekapckue (Saccharomyces cerevisiae) (f45) IgE, ImmunoCAP
6876F95 |Ilepcuk (195) IgE, ImmunoCAP
6816W233 |IlonbiHb oObikHOBeHHAS, nArtv3 (W233) IgE, ImmunoCAP
6819H1 Jlomamasis meuth (Greer Labs.) (h1) IgE, ImmunoCAP
6825H2 Jlomamnsis meuth (Hollister —Stier) (h2) IgE, ImmunoCAP
6892F9 Puc (9) IgE, InmunoCAP
6893F26 |Ceunmna (f26) IgE, InmunoCAP
6881F25 |llomunop (f25) IgE, ImmunoCAP
6829TP Tpunraza, InmunoCAP




6888F225 | Twiksa (225) IgE, ImmunoCAP
6875F49  |A670K0 (f49) IgE, ImmunoCAP
66646 OnyBaH4YHK 00bIKHOBEHHBIH (W8) IgE, ImmunoCAP
I'eHeTHYeCKHE HCCJICAOBAHUSA
7811 HccnenoBanue kapuoTuna (KOJIMYECTBEHHbBIE H CTPYKTYPHBIE aHoMasinu xpoMocoMm) (Karyotype)
7069 Bonesns Bubcona—KonoBanosa, sx3om (Wilson-Konovalov Disease, exome)
14T Tpom6o3sr: pacimpenHas nanens (redsl F2, F5, MTHFR, MTRR, MTR) (Thrombosis: Advanced Panel (Genes F2, F5, MTHFR, MTRR,
MTR))
14TTUE3 Tpom603b1: pacmmpenHas nanens (rersl F2, F5, MTHFR, MTRR, MTR) (6e3 onucanus pe3ynbpraToB BpadoM-reHeTnkoM) (Thrombosis:
Advanced Panel (Genes F2, F5, MTHFR, MTRR, MTR) (without Description))
118T'TI OnacHOCTh MPH MpHEMe OpalbHBIX KoHTpanenTHBoB (reubl F2, F5) (Risk of Oral Contraceptives, Ocs (Genes F2, F5))
109LTT XKenckoe 6ecrnoaue u ocnoxxHenue 0epemennoctu (reust F2, FS, MTHFR, MTRR, MTR, ACE, AGT, RHD, HLA II; kapuotun) (Female
Infertility, Pregnancy Complication (Genes F2, F5, MTHFR, MTRR, MTR, ACE, AGT, RHD, HLA II; Karyotype))
08T Xouy craTh MaMoii: ocnoxuenus: 6epemennoctu (renst F2, F5, MTHFR, MTRR, MTR, ACE, AGT, RHD) (Want to Become a Mother:
Pregnancy Complications (Genes F2, F5, MTHFR, MTRR, MTR, ACE, AGT, RHD))
1391 TIH T'ecto3sl u peromnanenTapHas HenoctatouHocTs (rensl ACE, AGT, MTHFR, MTRR, MTR, F2, F5) (Gestosis and Placental Insufficiency
(Genes ACE, AGT, MTHFR, MTRR, MTR, F2, F5))
139 TIH/E3 T'ecto3s! 1 peromnanenrapras Hegocrarounocts (reusl ACE, AGT, MTHFR, MTRR, MTR, F2, F5) (6e3 onucanust pe3ynbTaToB BpauoM-
renetukoM) (Gestosis and Placental Insufficiency (Genes ACE, AGT, MTHFR, MTRR, MTR, F2, F5) (without Description))
12411 HacnenctBenHsle ciydan paka MOJOYHOH >kene3s! n/mmn ssuaHuKoB (TeHbl BRCA1, BRCA2) (Hereditary Breast and/or Ovarian Cancer,
HBOC (Genes BRCA1, BRCA2))
124TTUR3 HacrnencTBenHble ciiydan paka MOJIOYHOM skene3bl n/uimu ssuaHuKoB (reHsl BRCA1, BRCA2) (6e3 onucanus pe3yabTaToB BpauoM-
regetukoM) (Hereditary Breast and/or Ovarian Cancer, HBOC (Genes BRCA1, BRCA2) (without Description))
1244TTT HacnencrBennsie ciaydan paka MonodHoi sxene3bl n/wnn ssmaankoB BRCA1, BRCA2, CHEK2, NBN (Hereditary Breast and/or Ovarian
Cancer)
46T T'enernueckue pakropsl myxckoro 6ecroauns (reabl AR, CFTR; AZF-pernon) (Genetic Factors of Male Infertility (Genes AR, CFTR; AZF-
Region))
1334 MonekynsipHo-reHeTndeckoe uccuenopanne HLA-B27 (Molecular Genetic Testing HLA-B27)
129T°T1 AprepuanbHas runeprensusi, nognas nanens (reibl ACE, AGT, NOS3) (Arterial Hypertension: Full Panel (Genes ACE, AGT, NOS3))
129TTI/E3 AprepuanbHas runeprensus, moiHas nanens (reasl ACE, AGT, NOS3) (6e3 onmcanus pe3yabTaToB BpadoM-TeHeTHKoM) (Arterial
Hypertension: Full Panel (Genes ACE, AGT, NOS3) (without Description))
117T'T1 Bonesns Kpona (reast DLGS, NOD2, OCTN1, OCTN2) (Crohn's Disease (Genes DLGS5, NOD2, OCTN1, OCTN2))
116LTT HacnencTBeHHas npenpacnoiaokeHHOCTh K caxapHOMY nuabeTy 1-ro tumna mo TpeM jJokycam rernoB cucteMsl HLA II kmacca (rerst DRBI,
DQAL, DQB1) (Hereditary Predisposition to Diabetes Type 1 (Insulin-Dependent Diabetes), HLA Class II (Genes DRB1, DQA1, DQB1))
153I'T1 Octeonopo3: nosHas nanenb (reasl CALCR, COL1A1, VDR) (Osteoporosis: Full Panel (Genes CALCR, COL1A1, VDR))
153TTIR3 Ocreonopo3: nonnas nanens (reast CALCR, COL1A1, VDR) (6e3 onucanust pe3ynsTatoB BpauoM-renetuxom) (Osteoporosis: Full Panel
(Genes CALCR, COL1A1, VDR) (without Description))
7014A-VDRI JOcreomnopos: perientop Butamuaa D (red VDR) (Osteoporosis, Vitamin D Receptor (VDR) (Gene VDR))
Ocreonopo3: penentop Butamunaa D (rer VDR) (6e3 onmcanus pe3ynpraroB BpadoM-reHeTHkoM) (Osteoporosis, Vitamin D Receptor (VDR)
701453 . L
(Gene VDR) (without Description))
120T°TT O6men donueroit kucaotsl (reibl MTHFR, MTRR, MTR) (Folic Acid Metabolism (Genes MTHFR, MTRR, MTR))
120ITIE3 Oowmen donueoii kuciotsl (reusl MTHFR, MTRR, MTR) (6e3 onucanus pe3ynsraroB BpauoM-renetukoM) (Folic Acid Metabolism (Genes
MTHFR, MTRR, MTR) (without Description))
Wuruburopsr AII®, diyBacratus, 6mokaTops! penentopoB ATIL IIporaosuposanue HepponpoTeKTHBHOTO dhdexra nHruouTopos AIID
L42TTT npyu HemabeTHueckux 3adoeBanmsx. ['eHeTHueckre Mapkephl 3G (HEeKTHBHOCTH aTEHOJIONA IIPU apTepUAIbHON THITEPTEH3UH C
runepTpodueil J1eBoro xeryaouka Win Tepanuu GayBacTaTHHOM IPU HIIeMHYecKoi Oose3Hu cepana. OnpeaeneHne Halnyus
noanMopdH3MOB TeHa aHTHOTEH3UH-IpeRpanatonero bepmenta (res ACE)
Nutepneiikun-28B (UJI-28B), renoTunupoBanue (McciaeJOBaHIE TEHETHYECKIX MapKepOB, ONpeAesomuX 3QGeKTHBHOCTD JICUSHHS
2447 xponmdeckoro renatuta C uaTepdeponom u pudasupunom) (Interleukin 28 Beta IL28B, Genotyping (Study of Genetic Markers Determining
Effectiveness of Treatment of Chronic Hepatitis C in Interferon gnd Ribavirin))
7259 Iuroxpom CYP2D6 (rer CYP2D6) (Cytochrome CYP2D6 (Gene CYP2D6))
7261CYI  Jlutoxpom CYP2C9 (reu CYP2C9) (Cytochrome CYP2C9 (Gene CYP2C9))
Onucanue pe3yabTaToB TEHETHYECKOTo TecTa 1 kaTeropuu ciioxHocTd (NeNe 7201, 7611, 7014A-VDRI, 7030A-DAT, 118I'T1, 121TTI,
14600P1  |122IT1, 123T°T1, 125I°T1, 131111, 1411711, 149I°T1, 150T°TL, 115I°T1, 1291°T1, 152T°TI, 124I'T1, 1441, 154I'TI) (Genetic Test Results: Description
of the 1-st Category Complexity)
IIMTOJIOTHYECKHE HCCIe10BAHMS
S4TN Llutonorunyeckoe 1 MIMMYHOIIMTOXUMHUYECKOE HccienoBanue ¢ Mapkepamu p16INK4a u Ki-67 s monTBepikaeHHs TUCIUIa3HH B Ma3Kax
CIIM3UCTOM IICHKU MAaTKH
$20MHC Kunxocrras ruronorus. Liutonoruueckoe uccieopaHre Gnomarepuana meiky MaTku (okpaiuBanue no IlanaHukomay, TeXHOJIOTHs
NovaPrep)
518 JKunkoctras nuronorus. LluTonorudeckoe rccineaoBanne OnoMaTepuana ek Matku (okpammBanue o [lamanukonay) XKuakoctaas
nurosorus (rexuonorus CellPrep)
MuKpoOHosIornyecKne uccae0BaHus
456 JlucbakTepros kuiieynrka (Stool Culture, quantitative. Intestinal bacterial overgrowth)
IMocer Ha rpubsI pona kauauaa (Candida, kaHaKU103) U ONIPEICIICHUE YYBCTBUTEIBHOCTH K aHTUMHUKOTHUECKUM mpenapaTtam. (Yeast Culture,
442 . . . . o
Candida Culture. Bacteria Identification and Susceptibility)
IToceB Ha KHMIIEYHYIO MANOYKY U ONpe/eieHne YyBcTBUTENbHOCTH K aHTuOnotikaMm (E.Coli O157:H7, smepuxuos). (E.Coli O157:H7
458MHC . . . e
Culture. Bacteria Identification and Susceptibility)
457-A IloceB Ha MaTOTreHHYIO KUIICYHYIO TPYIITY U ONpeAeTIeHNe YyBCTBUTENbHOCTH K aHTHOHOTHKaM (Stool Culture, Salmonella sp., Shigella sp.
Bacteria Identification and Susceptibility)
459-A TloceB Ha 30T0THCTHII CTaQUIIOKOKK M OIpe/ieNIeHNe TyBCTBUTEIBHOCTH K anTHOHOoTHKaM (Staphylococcus aures Culture. Bacteria
Identification and Susceptibility)
460 Toces xana Ha nepcuany (Y.enterocolitica, HEepCHHNO3) U ONpeeIeHIe YyBCTBUTEIBHOCTH K aHTHONOTHKaM (Stool Culture, Yersinia
enterocolitica. Bacteria Identification and Susceptibility)
461 IToces kama Ha kammmtobakTep (Stool Culture, Campylobacter sp. Bacterial identification)
453 IToces ruHekoornueckoro Matepuana Ha auctepuu (Listeria monocytogenes, miucrepros. (Listeria monocytogenes Culture. Bacteria
Identification and Susceptibility))
464-A TloceB rpynHOro Monoka Ha MUKpOQIIOPY H OIIpeesieHne YyBCTBUTEIBHOCTH K aHTHOnoTHKaM (Breast milk Culture, Routine. Aerobic

Bacteria Identification and Susceptibility)




TloceB oTmensieMoro BepXHUX JBIXaTENbHBIX IyTeH Ha MUKPOQIIOpY U ONpeeNieHne TyBCTBUTeNbHOCTH K anTrOnoTHKaM (Upper Respiratory

467-A Culture, Routine)
441-A Tloces Moun Ha MuKpodIOpy 1 onpesenenue YyBCcTBuTeNbHOCTH K anTHOnoTHKaM (Urine Culture, Routine, quantitative. Aerobic Bacteria
Identification and Susceptibility)
465-A IToces oTxensieMoro U3 riiasza Ha MEKpoQJIIOpy ¥ OIlpeAeeHre YyBCTBUTENFHOCTH K anTHOHOTHKaM (Eye Culture, Routine. Aerobic Bacteria
Identification and Susceptibility)
446-A IToceB ypOrnHEKOJIOrn4ecKoro Marepuaia Ha MUKpOQIIopy U ONpe/ielieHne YyBCTBUTENIbHOCTH K aHTHOHOoTHKaM (Genitourinary tract
Culture, Routine. Aerobic Bacteria Identification and Susceptibility)
4T3A IToces oTaesnsieMoro u3 yxa Ha (GJopy u 4yBCTBUTEIbHOCTD K anTHOMoTHKaM (Ear culture, Routine. Aerobic Bacteria Identification and
Susceptibility)
4T7-A TloceB MyHKIMOHHOTO MaTeprana Ha MUKPOQIIOPY U OMpeeTeHne YyBCTBUTENbHOCTH K aHTHOHOTHKaM (Body Fluid Culture, Sterile,
Routine. Aerobic Bacteria Identification and Susceptibility)
TloceB MOKpPOTEI 1 Ap. OTAENSAEMOTO HIDKHHUX ABIXAaTeIbHBIX IyTeil Ha MEKpO(IIOPY U OIpe/ieieHie YyBCTBUTEIEHOCTH K aHTHONOTHKAM
472-A . . . . . .
(Lower Respiratory (sputum, lavage) Culture, Aerobic Bacteria Identification and Susceptibility)
AT4A IToceB paHeBOro OTAENAEMOr0 M TKaHEeH Ha MHKPOGIIOPY U ONpeeieHHe YyBCTBUTEIFHOCTH K aHTUMHKPOOHBIM ITpenaparam
(Wound/pus/aspirate/tissue Culture. Aerobic Bacteria Identification and Antibiotic Susceptibility testing)
468-D IMoces na 3omotucThIit cTadunokokk MP3C (S.aureus, MRSA), onpeseseHre 4yBCTBUTENFHOCTH K aHTUMHKPOOHBIM ITpenaparam 1
oaxTeprodaram (oTaersieMoe BEpXHUX AbIXaTEIbHbBIX IYTEH)
459-® TloceB Ha 3070THCTHIN CTaUIOKOKK (S. aureus), onpeneieHre YyBCTBUTEIBHOCTH K aHTUMHKPOOHBIM TIpernaparaM u 6akrepuodaram
(oTHensieMoe BEPXHUX JIbIXaTEIbHbIX ITyTeH)
467-D TToceB Ha MUKPOGIIOpPY, ONpeeIeHHE YyBCTBUTEILHOCTH K aHTUMUKPOOHBIM TpenapaTtaM u 6akrepuodaram™ ((0TIeIs1eMOe BEPXHHUX
JIbIXATENIBHBIX TYTEH)
473-O IToceB Ha MUKpOdIIOpY, ONIpeAeIeHHEe YYBCTBUTEILHOCTH K aHTUMUKPOOHBIM NpernaparaM 1 6akteprodaram* (oTaensieMoe U3 yxa)
468-P IMoces Ha 3omoTucThIi cTadunokokk MP3C (S.aureus, MRSA) u onpeneneHue 4yBCTBUTEIBHOCTH K PACIIUPEHHOMY CIIEKTPY
AHTHUMHUKPOOHBIX NPENapaToB (OTAEIIEMOE BEPXHUX JILIXATEIbLHbIX ITYTEH)
466-A IloceB Ha OeTa-reMONUTHYECKUI CTPENTOKOKK rpynibl A (Streptococcus group A, S.pyogenes)H onpeesieHHe YyBCTBUTEIbHOCTH K
AHTHMHMKPOOHBIM IpenapaTaM (OTAEIIEMOE BEPXHUX JbIXaTEIbHBIX ITYTEH)
IeHeTHYecKme HecCJIeTOBAHNS
7811 WccnenoBanne kapuotuma (KOJIMIeCTBEHHBIE M CTPYKTYpHBIE aHOManu XpomocoM) (Karyotype)
7069 Bbonesup Bunbcona—Konosanosa, sx3o0M (Wilson-Konovalov Disease, exome)
114TTT Tpom6o3bl: pacmmpenHas nanensb (rerst F2, FS, MTHFR, MTRR, MTR) (Thrombosis: Advanced Panel (Genes F2, F5, MTHFR, MTRR,
MTR))
14T TUR3 Tpom0Oo03bl: pacimpennas nauens (reust F2, FS, MTHFR, MTRR, MTR) (6e3 onucanus pe3ynsraToB BpadoM-reHetikoM) (Thrombosis:
Advanced Panel (Genes F2, F5, MTHFR, MTRR, MTR) (without Description))
118I'T1 OnacHOCTh IPU IPHEeMe opalibHbIX KOHTpalenThuBoB (reubl F2, FS5) (Risk of Oral Contraceptives, Ocs (Genes F2, F5))
09T XKenckoe 6ecrnoaune u ocnoxxkaerue 6epemennoctu (rensl F2, F5, MTHFR, MTRR, MTR, ACE, AGT, RHD, HLA II; kapuotun) (Female
Infertility, Pregnancy Complication (Genes F2, F5, MTHFR, MTRR, MTR, ACE, AGT, RHD, HLA II; Karyotype))
10STTT Xouy crath MaMoii: ocioxxkHeHHs 6epemeHHocTH (renbl F2, F5, MTHFR, MTRR, MTR, ACE, AGT, RHD) (Want to Become a Mother:
Pregnancy Complications (Genes F2, F5, MTHFR, MTRR, MTR, ACE, AGT, RHD))
1391 TIH T'ecto3s! 1 perommanenrapuas HegocrarogHocts (rensl ACE, AGT, MTHFR, MTRR, MTR, F2, F5) (Gestosis and Placental Insufficiency
(Genes ACE, AGT, MTHFR, MTRR, MTR, F2, F5))
139TTTH/B3 I'ecto3bl u deromnanentapuas nepocrarodnocts (reusl ACE, AGT, MTHFR, MTRR, MTR, F2, F5) (6e3 onucanus pe3yabTaToB BpadoM-
renetukoM) (Gestosis and Placental Insufficiency (Genes ACE, AGT, MTHFR, MTRR, MTR, F2, F5) (without Description))
24T HacnenctBeHnble ciydan paka MonodHOH skene3bl n/unn ssugaukoB (reisl BRCA 1, BRCA2) (Hereditary Breast and/or Ovarian Cancer,
HBOC (Genes BRCA1, BRCA2))
124TTUR3 HacnenctBenHbie ciydan paka MOJOYHOH xene3bl u/nin suaHuKoB (TeHsl BRCA1, BRCA2) (6e3 onmucanus pe3ynbTaToB BpauoM-
renetukoM) (Hereditary Breast and/or Ovarian Cancer, HBOC (Genes BRCA1, BRCA?2) (without Description))
1244TTT HacnenctBenHsle cirydan paka MoJOYHOM skene3s! n/mmn ssuaHinkoB BRCA1, BRCA2, CHEK2, NBN (Hereditary Breast and/or Ovarian
Cancer)
1461°TT T'enernueckue daxropsr myxxckoro decrutonus (reusl AR, CFTR; AZF-perunon) (Genetic Factors of Male Infertility (Genes AR, CFTR; AZF-
Region))
1334 Mounekynsipao-reHetndeckoe uccienopanune HLA-B27 (Molecular Genetic Testing HLA-B27)
129I'T1 ApTtepuanbHas runeprensus, nonnas nanens (reusl ACE, AGT, NOS3) (Arterial Hypertension: Full Panel (Genes ACE, AGT, NOS3))
129TTI/E3 AptepuanbHas runepTensus, nonHas nanensb (reasl ACE, AGT, NOS3) (6e3 onucanus pe3ynbTaToB BpauoM-TeHEeTHKOM ) (Arterial
Hypertension: Full Panel (Genes ACE, AGT, NOS3) (without Description))
117TT1 Bbonesub Kpona (reust DLG5, NOD2, OCTN1, OCTN2) (Crohn's Disease (Genes DLGS5, NOD2, OCTN1, OCTN2))
116ITT HacrnencTBeHnHast mpepaciioioKeHHOCTh K caxapHoMy anabety 1-ro tuma o Tpem sokycam reHos cucteMbl HLA II knacca (renst DRBI,
DQA1, DQBI) (Hereditary Predisposition to Diabetes Type 1 (Insulin-Dependent Diabetes), HLA Class II (Genes DRB1, DQA1, DQBI))
153111 Octeomnopo3: noHas nanens (reibl CALCR, COL1A1, VDR) (Osteoporosis: Full Panel (Genes CALCR, COL1A1, VDR))
153ITU/B3 Ocreonopo3: nonxas nanens (reasl CALCR, COL1A1, VDR) (6e3 onucanus pe3ynsTaTtoB BpadoM-reHeTHKoM) (Osteoporosis: Full Panel
(Genes CALCR, COL1A1, VDR) (without Description))
7014A-VDRI JOcreomnopos: perientop Butamunaa D (red VDR) (Osteoporosis, Vitamin D Receptor (VDR) (Gene VDR))
7014E3 Ocreonopo3: penentop Butamuna D (ren VDR) (6e3 onucanus pesynabraroB BpauoM-renetnkoM) (Osteoporosis, Vitamin D Receptor (VDR)
(Gene VDR) (without Description))
120I'T1 O6men domueBoi kucnotsl (reibl MTHER, MTRR, MTR) (Folic Acid Metabolism (Genes MTHFR, MTRR, MTR))
120ITU/E3 O6meH domueroit kucnotsl (reibl MTHFR, MTRR, MTR) (6e3 onucanus pe3ynsratoB BpadoM-reHeTukom) (Folic Acid Metabolism (Genes
MTHER, MTRR, MTR) (without Description))
Nuruburopsr AIID, dnysacratun, Giokaropsl penentopoB ATIIL ITporHosuposanue HedhponpoTekTHBHOTO 3hdexTa uHruduropos AIID
L42TTT npu HeanabeTHyeckux 3aboneBanusx. I'eHeTnyeckre Mapkepbl 3 HEKTHBHOCTH aTeHOJI0MA IIPU apTePUaIbHOI THIIEPTEH3HH ¢
runepTpodueii JIeBOro Keryao4Ka WM Tepanuu (IIyBaCTaTHHOM IIPU HIIEMUYECcKoil 6ose3Hn cepana. OnpeneneHie HaTuaus
nonMMopdU3MOB TeHa aHTHoTeH3uH-npeBpaaromero depmenra (reu ACE)
Wnrepneiikun-28B (11JI-28B), renotunupoBanue (MCCIe0OBaHNE TEHETHUECKUX MAPKEPOB, OMPEACIIAIONINX 3P PEKTUBHOCTD JEUCHHS
2447 xponndeckoro renaruta C uarepdeponom u pudasupunom) (Interleukin 28 Beta IL28B, Genotyping (Study of Genetic Markers Determining
Effectiveness of Treatment of Chronic Hepatitis C in Interferon and Ribavirin))
7259 Iluroxpom CYP2D6 (ren CYP2D6) (Cytochrome CYP2D6 (Gene CYP2D6))
7261CYI1 Jluroxpom CYP2C9 (ren CYP2C9) (Cytochrome CYP2C9 (Gene CYP2C9))
Onucanue pe3yabTaToB reHeTHudeckoro tecta 1 kateropuu cinoxuoctu (NeNe 7201, 7611, 7014A-VDRI, 7030A-DAT, 118I'TL, 121ITI,
14600P1  |122I'T1, 12311, 125TTI, 131TTI, 141TTI, 149111, 150T°TL, 115T°TL, 129111, 152TTI, 124TTI, 144TTl, 154I'TI) (Genetic Test Results: Description

of the 1-st Category Complexity)




Onucanue pe3yabTaToOB TeHETHYECKOTo TecTa 2-0if kareropuu ciaoxknoctd (NeNe 1201°TL, 137I°T1, 138I'TL, 153I°T1, 143I'TL, 151111, 110I'T],

14610P2  |114ITL 140I'T1, 7661, 7207, 7258) (Genetic Test Results: Description of the 2-nd Category Complexity (NeNe 120I'TI, 137I'T1, 138I'T],
15311 14311 1S1TTI 110TTL, 1141'TL 140I°TL 7661, 7207, 7258))
14620P3 Onucanue pe3yabTaTOB TEHETHYECKOTo TecTa 3-eii kaTeropuu cioxaocTu (NeNe 134T, 135I°TL, 136111, 139I'T1, 145TTL, 108I'IT) (Genetic
Test Results: Description of the 3-rd Category Complexity (NeNe 134T°T1, 135111, 136I'T1, 139I'T1, 145I'T1, 1081°I1))
14630P4 Omnucanue pe3ynbTaToB reHeTHYeckoro tecta 4-oit kateropun cinoxuocTr (Ne 19TTI/B3) (Genetic Test Results: Description of the 4-th
Category Complexity (Ne 19I'TI/B3))
126I'TT OcHoBHbIe HacieAcTBeHHbIE 3a001eBanus (reHsl CFTR, GJIB2, PAH, SMN) (Main Hereditary Diseases (Genes CFTR, GIB2, PAH, SMN))
7803ABCA Aobuotpodus ceruatku, Tun Opanveckerty (bonesus ltaprapara 1-ro tumna). [Tonck yacteix Mmyranuii B rene ABCA4, 4. m. (Stargardt
Disease 1, STGDI1, Fundus Flavimaculatus Included, Gene ABCA4, Freq. Mut.)
7802CYI Anpenorenutanbubiii cuaapom (AI'C). Iouck yacteix myraruii B rene CYP210HB, 9 4. m. (Congenital Adrenal Hyperplasia (CAH), Gene
CYP210HB, 9 Freq. Mut.)
7624SLC  JAkponepMatut dHTepornatnaeckuii. [lonck myrammii B rene SLC39A4, m. (Acrodermatitis Enteropathica, Gene SLC39A4, Mut.)
7804TYR JAssOuHu3M rinazokoxHbii THn 1A, [Touck myranuii B rere TYR, M. (Albinism Oculocutaneous Type IA, Gene TYR, Mut.)
7881RPS JAnemus Jlaiimonna-biaekdena. [ouck myranwii B rene RPS19, m. (Diamond-Blackfan Anemia 1, DBA1, Gene RPS19, Mut.)
Aprtporpumno3 auctanbHsiil (cuaapom @pumena-lllennona). [Touck yacteix myranuii B reie MYH3, 4. M. (Arthrogryposis Distal Type 2A,
7107
Gene MYH3, Freq. Mut.)
7905FRDA | Atakcust @puapetixa. [louck myranumii B rene FXN, M. (Friedrich Ataxia, Gene FXN, Mut.)
7808FRDAI JAtakcus ®punpeiixa. [Touck yactoix Mmytaiuii B rene FXN, 4. m. (Friedrich Ataxia, Gene FXN, Freq. Mut.)
Atenocteorenes (aucruiasus ne as anens). [lonck myranuii B rene SLC26A2, m. (Atelosteogenesis 11, De la Chapelle Dysplasia, Gene
7108
SLC26A2, Mut.)
7109LEI Atpoodust 3purensHoro HepBa Jlebepa. Ionck yacTeix Mmyranmit B Mutoxonapuanshoii JIHK, 12 q. m. (Leber Hereditary Optic Neuropathy,
LHON, Mitochondrial DNA, 12 Freq. Mut.)
7610JIHKI Atpoodust 3putensHoro HepBa Jlebepa. Ionck yacTeix Myranmii B MutoxonapuanbHoit JIHK, 3 4. m. (Leber Hereditary Optic Neuropathy,
LHON, Mitochondrial DNA, 3 Freq. Mut.)
77610PA1 Atpodus 3puTenpHOr0 HepBa ¢ riyxoToil. [lonck myraruii B «ropsiunx» yuactkax rena OPA1, «ropsa.» yu. M. (Optic Atrophy With Or
Without Deafness, Ophthalmoplegia, Myopathy, Ataxia And Neuropathy, Gene OPA1, Hot-Point Mut.)
7706 TNFRSF AyrouMMyHHBIIT Tumdonponudeparusubiii cuaapom. [louck myrarmii B rene TNFRSF6, M. (Autoimmune Lymphoproliferative Syndrome,
ALPS, Gene TNFRSF6, Mut.)
7705TNFRS AyTOMMMYHHBIH JTUMoTponupepaTHBHBIN cHHIpoM. [lorck MyTanmii B «ropstaux» yaactkax reaa TNFRSF6, «ropsd.» y4. M. (Autoimmune
Lymphoproliferative Syndrome, ALPS, Gene TNFRSF6, Hot-Point Mut.)
7770GRN |Adazus nepsuunas nporpeccupyromas. [Torck myranumii B rene GRN, m. (Aphasia Primary Progressive, Gene GRN, Mut.)
7809FGFR31 JAxonaporasus. [Touck yacteix myraimii B reHe FGFR3, 1. M. (Achondroplasia, Gene FGFR3, Freq. Mut.)
Bbonesnn becra. [orck Beex m3BecTHhIX MyTanuid B rene BEST1, m. (Best Vitelliform Macular Dystrophy, All Known Mutations, Gene
7709BEST
BEST1, Mut.)
7810ATP7BI Jbone3nb Bunbcona-Konopasopa. ITouck yacteix myraiuii B rene ATP7B, 4. M. (Wilson Disease, Gene ATP7B, Freq. Mut.)
Bonesns 'amnepBopaena-1lnatua. [Touck wacteix myranuii B rene PANK2, 4. m. (Neurodegeneration With Brain Iron Accumulation 1, Gene
7812PANK2
PANK?2, Freq. Mut.)
7813PRNP Jbonesns ['epcrmanna-Illtpeyccnepa-Illelinkepa. [lonck myramuii B rene PRNP, m. (Gerstmann-Straussler Disease, Gene PRNP, Mut.)
7775PTEN |Bbone3us Koynena. [Touck myraiuii B rene PTEN, m. (Cowden Syndrome 1, Gene PTEN, Mut.)
7814PRNP |bonesun Kpeiitidensara-SAkoba. [orck myranuii B reae PRNP, m. (Creutzfeldt-Jakob Disease, Gene PRNP, Mut.)
7776PTEN |bosesub Jlepmutt-Jlykioc. [ouck myrarwmii B reie PTEN, m. (Lhermitte-Duclos Syndrome, Gene PTEN, Mut.)
7816NDP  |bonesns Hoppu. Ilonck myraumii B rene NDP, m. (Norrie Disease, Gene NDP, Mut.)
7818CSTB Bonesus Yudeppuxra-Jlynadopra. [Touck myrarmii B rene CSTB, m. (Progressive Myoclonic Epilepsy 1A Unverricht and Lundborg, Gene
CSTB, Mut.)
Bonesnrs Yuoeppuxra-Jlyanoopra. Iounck gacteix myranuii B reae CSTB, 1. m. (Progressive Myoclonic Epilepsy 1A Unverricht and
7817CSTB
Lundborg, Gene CSTB, Freq. Mut.)
Bonesns lltaprapara. I[lonck yacteix myranuii B rene ABCA4, 1. M. (Stargardt Disease 1, STGD1, Fundus Flavimaculatus Included, Gene
7819ABCA4
ABCAA4, Freq. Mut.)
7820ROR?2 |bpaxumaktiaus Tun Bl. [ouck myrarwmii B reie ROR2, M. (Brachydactyly Type B1, Gene ROR2, Mut.)
7992NTR BpoxaeHHast He4yBCTBUTEIBHOCTD K 60mu ¢ anruaposoM. [Touck myraunii B rere NTRK1, m. (Congenital Insensitivity To Pain With
Anbhidrosis, CIPA, Gene NTRK1, Mut.)
7711 ADAMTS]I"eneodusnyeckas nucriasus. [ouck myramii B reie ADAMTSL2, m. (Geleophysic Dysplasia 1, Gene ADAMTSL2, Mut.)
7822B T'emodrmist. [orck myranuii B rede daxtopa IX mpu remodrmin B, M. (Hemophilia B, Gene Factor IX, Mut.)
7989MVK r I/IHC)p-IgD cunapoM. [Touck myranwmii B «ropsaux» ydactkax rena MVK, «ropsa.» ya. M. (Hyper-IgD Syndrome, Gene MVK, Hot-Point
Mut.
7778MVK  ['uniep-IgD cunppom. Tlonck myranmii B rene CD40LG, M. (Hyper-IgD Syndrome, Gene CD40LG, Mut.)
7823CD  [T'unep-IgM cunrapom. Iornck myranuii B rene CD40LG, m. (Hyper-IgM Syndrome, Gene CD40LG, Mut.)
7398SCN4A I'nepkanuemudeckuii nepronuueckuii mapanud. [lonck myranuit B sx3oHax 13 u 24 rena SCN4A, m. (Hyperkalemic Periodic Paralysis
Type 2, Exons 13, 24 Gene SCN4A, Mut.)
7603SCNAA I'nnokanuemuyeckuii nepruoanydeckuii mapanud. [Torck myrauuii B 3x3oHax 12, 18 u 19 rena SCN4A, m. (Hypokalemic Periodic Paralysis
Type 1, Exons 12, 18, 19 Gene SCN4A, Mut.)
7126 I'unodocdaremmueckmii BuTaMuH D-pe3ncTeHTHBIN paxuT (modednslii pochatHeiil quader). [lonck myranuii B rene PHEX, m.
(Hypophosphatemic Vitamin D-Resistant Rickets, Gene PHEX, Mut. )
7906FGFR3I1 |I'unoxonaporiasus. [Torck yacTeix Myranuii B rene FGFR3, 4. m. (Hypochondroplasia, Gene FGFR3, Freq. Mut.)
I'momepyonnTos noyek runomiactudeckoro tuna. [Torck myranuii B reie HNF1B, m. (Renal Cysts And Diabetes Syndrome, Gene HNF1B,
7784HNF1B Mut)
7128 Jedunur kapHUTHHA CUCTEeMHBIN NepBUYHbIA. [Tonck myranumii B rene SLC22AS5, m. (Systemic Primary Carnitine Deficiency, SPCD,
Carnitine Deficiency Systemic Primary, CDSP, Gene SLC22A5, Mut.)
7129 Jnactpoduueckas nucruiasus. Iouck myraimii B rene SLC26A2, M. (Diastrophic Dysplasia, Gene SLC26A2, Mut.)
7927BSCL I[HCT)aJILHaa MoTtopHas Heifponatust Tun V. [louck myramnmii B rene BSCL2, m. (Distal Hereditary Motor Neuropathy, DHMN, Gene BSCL2,
Mut.
71311GI JlucranbHas cIMHAIBHAS aMHOTpodus BpoxkaeHHas ¢ mapaandoM auadparmsl. [Tonck myrarmii 8 rene IGHMBP2, m. (Distal Spinal
Muscular Atrophy 1, DSMA1, Gene IGHMBP2, Mut.)
7132 JlucranpHas ciMHaIbHAS aMHOTpods BpoXKIeHHass Henporpeccupyromas. [Torck Myrammii B «ropsiaux» ydactkax rena TRPV4, «ropsa.»
yu. M. (Distal Spinal Muscular Atrophy Congenital Non-Progressive, Gene TRPV4, Hot-Point Mut.)
7604KRT2 [Mxtro3 6ymies3nsiii. [Touck myranuii B rene KRT2, m. (Ichthyosis Bullosa Of Siemens, Gene KRT2, Mut.)
7133 Mxtro3 Byabrapabii. [Torck yacteix Mmyranuii B rene FLG, 4. M (Ichthyosis Vulgaris, Gene FLG, Freq. Mut.)




WxTtno3 namemnapusiii. [lorck Bcex u3BecTHhIX MyTanuid B reie TGM1, M. (Autosomal Recessive Congenital Ichthyosis, ARCI 1, All Known

7829TGMI Mutations, Gene TGM 1, Mut.)
7140 Kocrnas rereporuiasus nporpeccupyromiast. [Torck myrauuii B reie GNAS, M. (Progressive Osseous Heteroplasia, POH, Gene GNAS, Mut.)
Kpannomeraduszapuas qucruiasus. [louck myrtanuii B «ropssanx» ydactkax rena ANKH, «ropsa.» ya. m. (Craniometaphyseal Dysplasia,
7141 .
Gene ANKH, Hot-Point Mut.)
7142 Kpannomerabuzapras mucmiasust. Iorck myranuii rera ANKH, m. (Craniometaphyseal Dysplasia, Gene ANKH, Mut.)
7143 Kpannocunoctos. ITouck myraruii B rene TWIST1, m. (Craniosynostosis Type 2, Gene TWIST1, Mut.)
7717MSX2 |Kpanuocuaoctos. [lonck myramwmii B reHe MSX2, M. (Craniosynostosis Type 2, Gene MSX2, Mut.)
7719FLT4 |Jlumdbenema. [ouck myrarwmii B rene FLT4, m. (Lymphedema, Gene FLT4, Mut.)
7834LMNA Jlunogucrpodus cemeiinas yactnuHast. [lonck myrarmii B «ropstanx ydactkax» reHa LMNA, «ropsta.» yu. M. (Familial Partial Lipodystrophy
2, FPLD 2, Gene LMNA, Hot-Point Mut.)
7835LMNA Vlunoauctpodus cemeiinas gactiuunas. ITorck myranmii reHa LMNA, m. (Familial Partial Lipodystrophy 2, Gene LMNA, Mut.)
Manau6ynoakpanbHas JucIuia3us ¢ sunoaucrpodueii. Ilouck myramnuii B sxk3oHax 8, 9 rena LMNA, M. (Mandibuloacral Dysplasia, Exons 8,
7720LMNA
9 Gene LMNA, Mut.)
7605MVK |Mesanonosas atmaypus. Ilouck myraruii B reie MVK, M. (Mevalonic Aciduria, Gene MVK, Mut.)
7908DIA1 |Metremornoounemus, CYB5R3 M. (Methemoglobinemia, Gene CYB5R3, Mut.)
7836DIA1 |Metremorinoounemus, CYB5R3 u.m. (Methemoglobinemia, Gene CYB5R3, Freq. Mut.)
7147 Muoxknonnueckast quctonusi. [Torck myranuii B rene SGCE, M. (Myoclonic Dystonia, Gene SGCE, Mut.)
7838DMPKI |Muotonunueckas muctpobus. [Touck yacteix myrarwmii B reie DMPK, 4. M. (Myotonic Dystrophy 1, Gene DMPK, Freq. Mut.)
7148 Muotonust Tomcena-bekkepa. [Touck yacteix myranuii B rene CLCN1, 4. M. (Myotonia Congenita, Gene CLCN1, Freq. Mut.)
77911 MykoBucunno3. Ilouck gactbix myraiuii B rene CFTR, 4. M. (Cystic Fibrosis, Gene CFTR, Freq. Mut.)
7842FKRP Meimeunas quctpodus BpoxaeHnaas. [louck myramuii B reHe FKRP, M. (Muscular Dystrophy-Dystroglycanopathy, Gene FKRP, Mut.)
7843FKRP Meimeunas auctpodus BpoxkaeHHas. [Touck gyacteix myranuii B reHe FKRP, 1. M. (Muscular Dystrophy-Dystroglycanopathy, Gene FKRP,
Freq. Mut.)
Memmeunas guctpodus JromenHa-bekkepa. [Tonck nenenun B rene auctpoduna y Mmanpuukos (Duchenne Muscular Dystrophy, Dystrophin
7972 11CI .
Gene Deletion, Boys)
7701X1 Meimeunas auctpodus Hromenna-bekkepa. Jlaitonuzamust X-xpomocomsl y aeBouek (Duchenne Muscular Dystrophy, X-Lyonization, Girls)
7844FKRP l\M/lblLl;le'-[Haﬂ nuctpodus nosicnokoneunocTHas. [lonck myranuit B rene FKRP, m. (Muscular Dystrophy Limb-Girdle Type 2A, Gene FKRP,
ut.
7157 ﬁmu;e‘maﬂ nuctpodus mosicnokoneunocTHas. [louck myranuit B rene SGCA, M. (Muscular Dystrophy Limb-Girdle Type 2A, Gene SGCA,
ut.
7159 ﬁLIII)IELIHaﬂ nmuctpodus mosicHokoHeuHocTHAsA. [lonck myranuii B rene SGCB, M. (Muscular Dystrophy Limb-Girdle Type 2A, Gene SGCB,
ut.
7934FKTN [Meimeunas quctpobus, Tun Oykysma. [lorck myranuii B rene FKTN, m. (Muscular Dystrophy Fukuyama-Type, Gene FKTN, Mut.)
7163 Meieunas guctpodus Imepu-Jlpeiidyca. [louck myramwuii B rene FHL1, M. (Emery-Dreifuss Muscular Dystrophy, Gene FHL1, Mut.)
7999LMNA [Msrmeunas guctpodus Dmepu-Lpeiidyca. [Touck myramnmii B reie LMNA, M. (Emery-Dreifuss Muscular Dystrophy, Gene LMNA, Mut.)
7935 Mermeunas guctpodus Dmepu-Lpeiidyca. [Tonck myranuii B rese smepuna npu X-cuersieHHoi popme, M. (Emery-Dreifuss Muscular
Dystrophy, X-Linked Gene Emerine, Mut.)
7936TRIM |Hanuzm MULIBRAY. Iouck myranuii B rene TRIM37, m. (Muscle-Liver-Brain-Eye, Gene TRIM37, Mut.)
7903SRY |Hapymenus nerepmunanuu noja. [Touck myranuii rena SRY, m. (Disorders Sex Determination, Gene SRY, Mut.)
7846SRYI |Hapymenus nerepMmunanuu noja. Axamus Hannuus reda SRY, M. (Disorders Sex Determination, Analysis Gene SRY, Mut.)
7941GIB1 HacnenctBenHast MoTopHO-ceHCOpHas Helipornatus (6one3ns [llapko-Mapu-Tyra) tun 1. [lonck myranuii B rene GJB1, m. (Charcot-Marie-
Tooth Disease Type 1B, Gene GJB1, Mut.)
7940P0 HacnencrBennas MotopHo-ceHcopHas Heifponatust (6one3ns Llapko-Mapu-Tyra) tum 1. ITorck myranuii B rene PO, M. (Charcot-Marie-
Tooth Disease Type 1B, Gene PO, Mut.)
7918PMP221 HacnenctBennas MotopHo-ceHcopHas Heliponatus (6one3ns Lllapko-Mapu-Tyra) tun L. [louck myramuii B rene PMP22, M. (Charcot-Marie-
Tooth Disease Type 1B, Gene PMP22, Mut.)
7609NDR HacnenctBennas MoTopHO-ceHCOpHas Heliponatus (6one3Hs [llapko-Mapu-Tyra) tum 1. [lonck MyTamuii HBITaHCKOTO IPOUCXOKICHUS B
renax NDRG1 u SH3TC2, u. m. (Charcot-Marie-Tooth Disease Type 1B, Genes NDRG1, SH3TC2, Mut.)
7949GDAP HacnenctBennast MoTopHO-ceHCOpHas Heliponatus (6one3ns [llapko-Mapu-Tyra) tun II. ITonck myranuii B rere GDAP, m. (Charcot-Marie-
Tooth Disease Type 2A1, Gene GDAP, Mut.)
7902PMP HacrencTBenHast HeliponaTus ¢ MOJBEPKEHHOCTHIO Mapannydy oT caaBieHus. [lonck myranuit B rene PMP22, m. (Hereditary Neuropathy
with Liability to Pressure Palsies, HNPP, Gene PMP22, Mut.)
7950PMP HacnenctBeHHas HeifiponaTusi ¢ MOABEPIKEHHOCTHIO Mapaindy OT caaBieHus. AHaau3 uncia konuit rena PMP22 (Hereditary Neuropathy
with Liability to Pressure Palsies, HNPP, Gene PMP22, Copy Number Variation)
7725CINHI JHacienctBeHHbBIH aHTHOHEBPOTHUECKH oTeK. [Torck myranuii B rene C1NH, m. (Hereditary Angioedema Type I, Gene CINH, Mut.)
7779HFEI |Hacnencteensslii remoxpomatos, I tun (red HFE) (Hemochromatosis Type 1 (Gene HFE))
7847ALX4 |He3apamenue poaunukos. [Touck myranuii B rene ALX4, m. (Parietal Foramina, PFM, Gene ALX4, Mut.)
7910ELA2 JHeiirponenus. [louck myraimii B reHe ELA2, M. (Neutropenia Severe Congenital 1 Autosomal Dominant, SCN1, Gene ELA2, Mut.)
7849NPHP1 JHedbponodtus. [Mouck myrarwmii B reie NPHP1, m. (Nephronophthisis 1, NPHP1, Gene NPHP1, Mut.)
7166 Hedporuueckuii cunpom. [orck myrammii B rene NPHS1, M. (Nephrotic Syndrome Type 1, NPHS1, Gene NPHS1, Mut.)
7167 Hedporuueckuii cunapom. [orck myranmii B rene NPHS2, M. (Nephrotic Syndrome Type 1, NPHS1, Gene NPHS2, Mut.)
Hopmokanuemmueckuii nepuoanaeckuii napannd. [lorck myranuii B 9x30He 13 rera SCN4A, m. (Normokalemic Periodic Paralysis, Exon 13
7997SCN
Gene SCN4A, Mut.)
7957RABPN OxynogapunreansHas MplniedHas quctpogust. [Tonck gacteix Mmyranuii B rene RABPNI, u. M. (Oculopharyngeal Muscular Dystrophy,
OPMD, Gene RABPNI1, Freq. Mut.)
7958TCIRG OcrteorneTpo3 pereccuBHbI (MpamopHas 0one3Hb koctel). [lornck yacteix mytanuit B rene TCIRG1, 4. M. (Osteopetrosis Autosomal
Recessive 1, OPTB1, Gene TCIRG1, Freq. Mut.)
7168 Ocreonerpo3 pereccuBHbIN (MpamopHas 6one3Hb kocteit). [Tonck myranuii B rene TCIRG1, m. (Osteopetrosis Autosomal Recessive 1,
OPTBI, Gene TCIRGI1, Mut.)
7727THPGD [MepBuynas runeprpoduueckas ocreoapTponarus (maxuaepmonepuocros). [Touck myranuii B rene HPGD, m. (Hypertrophic
Osteoarthropathy, Primary, Autosomal Recessive, 1, Gene HPGD, Mut.)
7728BMPR |TlepBuunas sierounas runeprensus. [Touck myrarmii B reie BMPR2, m. (Primary Pulmonary Hypertension 1, PPH1, Gene BMPR2, Mut.)
7851MEFVI |Ilepuonuueckas 6ose3ub. [Torck myranuii B rene MEFV, M. (Familial Mediterranean Fever, FMF, Gene MEFV, Mut.)
7012MEI |Ilepuoanyeckas 6one3Hb. [lonck yacTeix Mytanuii B reie MEFV, 4. M. (Familial Mediterranean Fever, FMF, Gene MEFV, Freq. Mut.)
7853RP2  JIlurmenTHas aerenepais cetuatku. [Touck myrammii B rede RP2, M. (Retinitis Pigmentosa, Gene RP2, Mut.)




7176 TTukHoau3octo3. [ouck myranuii B rene CTSK, M. (Pyknodysostosis, PKND, Gene CTSK, Mut.)
7998FLCN |[TueBmoTOpakc nepBuuHbli crionTanHblil. [Tonck myranuii B rene FLCN, m. (Primary Spontaneous Pneumothorax, PSP, Gene FLCN, Mut.)
7636SHH  [omunaktunus. [ouck myramwmii B rene SHH, m. (Polydactyly, Gene SHH, Mut.)
7730GLI3  [omumaktuus. [Touck myranumii B rene GLI3, m. (Polydactyly, Gene GLI3, Mut.)
7180 IIporepus Xatunncona-I'mndopaa. [lonck myramwmii B rere LMNA, M. (Hutchinson-Gilford Progeria Syndrome, Gene LMNA, Mut.)
7183 IIceBnokcantoma dmactudeckas. [louck yacTeix Myraiuii B rene ABCC6, 4. M. (Pseudoxanthoma Elasticum, Gene ABCC6, Freq. Mut.)
7759LPIN Pa6ﬂ)0MI/IOJ'II/I3 (Muornobunypus). Ilonck myranuit B reae LPIN1, m. (Myoglobinuria Acute Recurrent Autosomal Recessive, Gene LPIN1,
Mut.
7185 Perunommsuc. ITouck myraruii B rene RS1, M. (Retinoschisis 1 X-Linked Juvenile, RS1, Gene RS1, Mut.)
Cewmeiinas nepuoaudeckas muxopaaka. [Tonck myrarmii B rene TNFRSFIA, m. (TNF-Receptor-Associated Periodic Syndrome, TRAPS, Gene
7799TNFR
TNFRSFIA, Mut.)
7916PRF Cewmelinblii remodaronutapsslii tuMmdoructronnTos. [lonck myranuii B rene PRF1, m. (Familial Hemophagocytic Lymphohistiocytosis,
Gene PRF1, Mut.)
Cewmeiinblii remodaronutapublii tumdoructronntos. [lonck myranuit B rene STX11, m. (Familial Hemophagocytic Lymphohistiocytosis,
7917STX
Gene STX11, Mut.)
Cemeitnblii remodaronurapsslii suMpoructronutos. [lonck myranuii B rene STXBP2, m. (Familial Hemophagocytic Lymphohistiocytosis,
7915STXB
Gene STXBP2, Mut.)
Cewmelinblii reModaronutapHsli uMmdoructaonnTos. [Nonck myrannii B rere UNC13D, M. (Familial Hemophagocytic Lymphohistiocytosis,
7914UNC
Gene UNC13D. Mut.)
7914UNC1 Cewmeiinblii reModaronutapabi uMmdoructronnTos. [lonck yacteix myraunii B rere UNC13D, 4. m. (Familial Hemophagocytic
Lymphohistiocytosis, Gene UNC13D, Freq. Mut.)
CeMelHbIi Meqy/ULIPHBIA paK IUTOBUAHON kene3bl (9k30HbI 10, 11, 13, 14, 15 rena RET) (Familial Medullary Thyroid Cancer (Exons 10,
7004MRI
11,13, 14, 15 Gene RET))
CeMeiliHbli MeIy/ULIPHBIA paK IUTOBUAHON ese3bl. [louck myranuii B 9x30Hax 5, 8 rena RET, m. (Familial Meddulary Thyroid Cancer,
7798RET
Exons 5, 8 Gene RET, Mut.)
7797CIAS1 |CemeitHbli X0J10/10B0M ayroBocnanuTenbHbiid ciHapoM NLRP3 M. (Familial Cold Autoinflamatory Syndrome, FCAS, Gene NLRP3, Mut.)
7858NGFB |Cencopnas nomuuetiponarus, NGF m. (Hereditary Sensory and Autonomic Polyneuropathy, Gene NGF, Mut.)
7733CIAS1 JCunapom CINCA, rer NLRP3 m. (Chronic Infantile Neurologic Cutaneous Articular, Gene NLRP3, Mut.)
7186 Cungapom TAR. Iouck myramuii B rene RBMSA, m. (Thrombocytopenia-Absent Radius Syndrome, TAR-Syndrome, Gene RBMSA, Mut.)
7859FGD1 Cunnapom Aapckora-Ckotra (pauuorenuranbHas quciiasus). [lonck myranuii B rene FGD1, M. (Aarskog-Scott Syndrome,
Faciodigitogenital Syndrome, Faciogenital Dysplasia, Gene FGD1, Mut.)
7187 Cungpom Anbctpoma. [Torick Myranuii B «ropstaux» yaactkax rena ALMSI, «ropsa.» yda. M. (Alstrom syndrome, Gene ALMS1, Hot-Point
Mut.)
7861 KCNJ2 JCunapom Annepcena. [Torck myranmii B rene KCNJ2, m. (Andersen-Tawil Syndrome, Gene KCNJ2, Mut.)
7913FGFR |Cunapom Antiu-bukcnepa. Ilouck myraimii B ox30ue 9 rena FGFR2, m. (Antley-Bixler Syndrome, ABS, Exon 9 Gene FGFR2, Mut.)
7862FGFR2 |Cunapom Amnepa (akpouedanocungakrunusi). [Torck yacteix myraumii B rene FGFR2, 4. m. (Apert Syndrome, AS, Gene FGFR2, Freq. Mut.)
7863PRPS1 |Cunnpom Apra. [Torck myraumii B rene PRPS1, M. (Art's Syndrome, Gene PRPS1, Mut.)
7796PTEN |Cunnpom banasiu-Paiinu-Pysanbbaka. [lonck myramwmii B reie PTEN, M. (Bannayan-Ruvalcaba-Riley Syndrome, Gene PTEN, Mut.)
7703FLCN JCunnpom bepra-Xora-pro6a (bXJ1). [lonck myranmii B rene FLCN, M. (Birt-Hogg-Dube Syndrome, BHD, Gene FLCN, Mut.)
7189 Cunpnpom boysna-Konpanu (BKC, nepebporenaropenanbublii cuaapom). [louck myrammii B reae EMGI, m. (Bowen Conradi Syndrome,
BCS, Gene EMG1, Mut.)
7734BCS  JCunapom breprcrana (cunapom KypuaBbix Bosioc). [Tonck myranwmii B rene BCS1L, M. (Bjornstad Syndrome, Gene BCS1L, Mut.)
7866PAX3 |Cunapom Baapnen6ypra. [Torck myranuii B rene PAX3, m. (Waardenburg Syndrome, WS, Gene PAX3, Mut.)
7867EDNRB |Cunapom Baapaeu6ypra-Illaxa. Ilorck myranuii B reie EDNRB, m. (Waardenburg-Shah Syndrome, Gene EDNRB, Mut.)
7190 Cungpom Ban nep Byna. [louck myranwmii B rere IRF6, M. (Van der Woude Syndrome, Gene IRF6, Mut.)
7868WAS |Cunnpom Buckorra-Omnpuua (CBO). ITouck myranuii B rene WAS, M. (Wiskott-Aldrich Syndrome, WAS, Gene WAS, Mut.)
7785PHOX2B Cunapom BpokaeHHOH neHTpanbHoi TunoBeHTHIIAK (CBL). [Tonck wacteix myramwmii B reHe PHOX2B, 1. m. (Congenital Central
Hypoventilation Syndrome, CCHS, Gene PHOX2B, Freq. Mut.)
7192 Cunnpom 'epmancku-Ilymraka (ATb0MHI3M I1a30-KOXKHBIH ¢ TeMOPPAarunieckKUM JIAaTe30M U MUTMEHTANeH PeTHKYII0-OHI0TSIHANEHBIX
ki1eTok). ITouck yacteix Myranuii B rene HPS1, 4. M. (Albinism Oculocutaneous, Hermansky-Pudlak Type, Gene HPS1, Freq. Mut.)
7869GLI3  JCunmpom I'peiira (cemeiinbiii runeprenaopusm). [louck myrarmii B reae GLI3, m. (Greig Syndrome, Gene GLI3, Mut.)
7737RAB27 |Cunnpom I'pucuesn. [louck myramwmii B rene RAB27A, m. (Griscelli Syndrome, Gene RAB27A, Mut.)
7738FGFR Cunnpom [xexcona-Beiicca. [Tonck myramuii B 9k30He 9 rena FGFR2 u sx3one 7A rena FGFR1, m. (Jackson-Weiss Syndrome, JWS, Exon
9 Gene FGFR2, Exon 7A Gene FGFR1, Mut.)
7003UGI  JCunnpom XKuisbepa (reH UGT1A1) (Gilbert's Syndrome (Gene UGT1A1))
7194 Cunpapom XKybepa (CXK). Aranus uncna xoruit rera NPHP1 (Joubert Syndrome, Cerebelloparenchymal Disorder IV, CPD 1V, Classic
Joubert Syndrome, Joubert Syndrome type A, Joubert-Boltshauser Syndrome, Pure Joubert Syndrome, Gene NPHP 1, Mut.)
Cunnpom Kapnentepa (akponedanononucHHakTims Broporo tuna). [Tonck myranuii B rene RAB23, M. (Carpenter Syndrome, Gene
7195
RAB23, Mut.)
Cunapom kepatuta-uxtuosa-ryroyxoctu (KM I-cuaapom). [ouck myrarwmii B rene GJIB2, m. (Keratitis-Ichthyosis-Deafness Syndrome, KID
7768GJIB2
Syndrome, Gene GJB2, Mut.)
7198 Cungpom Knunnens-®eiins (cuaapom kopoTkoit nien). [Torck myranmii B rene GDF6, m. (Klippel-Feil Syndrome, Gene GDF6, Mut.)
7739ERCC6 JCunapom Kokkerina. [Touck myranuii B rene ERCC6, m. (Cockayne Syndrome, Gene ERCC6, Mut.)
7199 Cunypom Kocresto. ITouck myranuii B rene HRAS, m. (Costello Syndrome, Gene HRAS, Mut.)
7202 Cunapom Kodbduna-Jloypu (CKJD). [Touck myranuii B rene RPS6KA3, M. (Coffin-Lowry Syndrome, Gene RPS6KA3, Mut.)
T740PAX3 CunzpoM KpaHrodanuansHOH IMCMOpGUH-TYrOyXOCTH-YIIbHapHO! neBranuu kuctel. [Torck myranmii B rene PAX3, M. (Craniofacial-
Deafness-Hand Syndrome, CDHS, Gene PAX3, Mut.)
7010UGI  JCunapom Kpurnepa-Haiisipa (CKH, cemeiinas xenryxa). [Touck myrarmii B rene UGT1, m. (Crigler-Najjer Syndrome, Gene UGT1, Mut.)
7760FGFR3 Cunnpom Kpysona ¢ yepubiM akanTo3oM. [Touck myranuii B 3k3one 10 rena FGFR3, m. (Crouzon Syndrome with Acanthosis Nigrican,
CAN, Exon 10 Gene FGFR3, Mut.)
7964FGFR2 |Cunapom Kpysona. [Tonck myranuii B 9k30Hax 7 1 9 reHa FGFR2, M. (Crouzon Syndrome, Exons 7, 9 Gene FGFR2, Mut.)
7794CIAS1 JCunapom Makia-Yamica NLRP3 m. (Muckle-Wells Syndrome, MWS, Gene NLRP3, Mut.)
7204 Cunjgpom Makneona. [lonck myranwii B reae XK, M. (McLeod Syndrome, Gene XK, Mut.)
CuHIpOM MHOXECTBEHHOH YHIOKpUHHON Heorutasuu 2A tuma (3k30HHI 10, 11 rena RET) (Multiple Endocrine Neoplasia Type 2A (Exons
7006A21
10, 11 Gene RET))
7005B21  |Cunapom MHOKECTBCHHOW SHIOKpHHHOM Heortasuu 2B tuna (red RET) (Multiple Endocrine Neoplasia Type 2B (Gene RET))




7743ZEB2 |Cunapom Moyat-Bunbcon. I[Touck myranuii B rene ZEB2, M. (Mowat-Wilson Syndrome, Gene ZEB2, Mut.)
7872NBS11 JCunapom Huiimeren, NBN u.m. (Nijmegen Breakage Syndrome, NBS, Gene NBN, Freq. Mut.)
7213 CunzpoM HorTei-HaKoIeHHNKa (ocTeoHnxoauciriasus). [louck myrammii B reie LMX1B, M. (Nail-Patella Syndrome, NPS,
Onychoosteodysplasia, Gene LMX1B, Mut.)
Cunnpom Ocnepa-Pannro-Bebepa (HacnencTBeHHast reMopparndeckas Tejaeanruskrasus). [lonck myranmii B rene ENG, m. (Rendu-Osler-
7215 .
Weber Disease, Gene ENG, Mut.)
7874TBX3 |Cunngpowm IMayummcrepa. ITonck myraiuii B rene TBX3, m. (Pallister W Syndrome, Gene TBX3, Mut.)
7744GLI3  JCunnpom [awmcrepa-Xoma. [Touck myranuii B reae GLI3, m. (Pallister-Hall Syndrome, Gene GLI3, Mut.)
7217 CHHIpOM TOAKONIeHHOTo ntepurnyma. [louck myranmii B reHe IRF6, M. (Popliteal Pterygium Syndrome, PPS, Gene IRF6, Mut.)
7745FGFR Cunnpowm Ipaiiddepa. [Tonck myranuii B sx30Hax 7, 9 rena FGFR2 u sx30ne 7A rena FGFR1, m. (Pfeiffer Syndrome, Exons 7, 9 Gene
FGFR2, Exon 7A Gene FGFR1, Mut.)
7218MEI  |Cunapowm Perra. I[Touck myraiwmii B reie MECP2, m. (Retts Syndrome, Gene MECP2, Mut.)
7219 Cunapom Cerpe-Horsena. [Touck myrarwmii B rene TWIST1, M. (Saethre-Chotzen Syndrome, Gene TWIST1, Mut.)
7220 Cungpom CunbBepa. Ilouck myraruii B rene BSCL2, m. (Silver Syndrome, Gene BSCL2, Mut.)
7221 CI/IH,I)[pOM Cumrcona-I"onabu-bemens. [ouck myranuii B ree GPC3, m. (Simpson-Golabi-Behmel Syndrome, Type 1, SGBS1, Gene GPC3,
Mut.
7877DHCR7 JCunapom Cmura-Jlemnu-Onuna (CJIOC). Houck myranwii B reHe DHCR7, M. (Smith-Lemli-Opitz Syndrome, Gene DHCR7, Mut.)
Cunnpom tectukymsiproit pemunmzanun (CTO, cunnpom Moppuca). [Touck myrammii B rene AR, M. (Testicular Feminization Syndrome,
7879AR
Gene AR, Mut.)
7747TCOF1 Cunnpom Tpuuepa-Kommnza-®Opandeckerty (MananoOyno-danuaibasiii qu3octos). [Tonck myranuii B rene TCOF1, M. (Treacher-Collins
Syndrome, Franceschetti-Klein Syndrome, Mandibulofacial Dysostosis without Limb Anomalies, Gene TCOF1, Mut.)
7748FKRP |Cunapom Yokepa-Bapoypr (CYB). ITouck myraimii B rene FKRP, m. (Walker-Warburg Syndrome, WWS, Gene FKRP, Mut.)
7984VHL Cunnpom Xunmnens-Jluanay (uepedpo-peTuHO-BUCepaibHbIi anrnomaTo3). [louck myrarumii B rene VHL, M. (Von Hippel-Lindau
Syndrome, VHL, Von Hippel-Lindau Hereditary Cancer Syndrome, Gene VHL, Mut.)
7973VHL Cunpapom Xunmnens-Jluagay (mepedpo-peTHHO-BUCIEpabHBIN aHTHoMaTo3). Onpenenenue yucna konuii rena VHL, M. (Von Hippel-Lindau
Syndrome, VHL, Von Hippel-Lindau Hereditary Cancer Syndrome, Gene VHL, Copy Number Variation Gene VHL, Mut.)
7223 Cungpom HIBaxmana-Jlatimona. ITouck myramwii B reae SBDS, M. (Shwachman-Diamond Syndrome, Gene SBDS, Mut.)
7994 Cunnpowm IlIBaxmana-/laiimona. [lonck gacTeix myraruii B rene SBDS1, u. M. (Shwachman-Diamond Syndrome, Gene SBDS1, Freq.
Mut.)
7911PLODI |Cunapom Dnepca-Hdanno, Tun VI. [lonck gacteix myramuii B rene PLOD, 4. M. (Ehlers-Danlos Syndrome, Type VI, Gene PLOD, Freq. Mut.)
7750CHRNG JCunapom Dckobapa. [Touck myrauii B reie CHRNG, M. (Escobar Syndrome, Gene CHRNG, Mut.)
7994IGHMB CrnunansHas amuoTpodus ¢ napannaom auadparmsl. [lonck myranuii B rene IGHMBP2, M. (Spinal Muscular Atrophy (SMA) with
Diaphragmatic Paralysis, Gene IGHMBP2, Mut.)
7996 AMI Crnnnansaas amuotpodust Tamsl 1, 11, IT1, IV. Onpenenenne uncna xonwmit rena (Spinal Muscular Atrophy, SMA, Type L II, III, IV, Copy
Number Variation)
7228 CrmransHas amuotpodust sl 1, 11, 111, IV. Ionck myranuii B rene SMN1, M. (TONBKO IIpY HAJTMYMH ORHOM Kommu reHa) (Spinal Muscular
Atrophy, SMA, Type L, II, III, IV, Gene SMN1, Mut. (Only Presence One Gene Copy) )
CrnnHaneHO-0ysp0apHas amuorpodus Kennenu. [louck wacTeix myranuii B rene AR, 1. M. (Kennedy Spinal and Bulbar Muscular Atrophy,
7976ARI
Gene AR, Freg. Mut.)
7788 ATXN7 |Cnunonepebemnsipras atakcusi. [Touck yacTeix Mytaiuii B rene ATXN7, u. M. (Spinocerebellar Ataxia, Gene ATXN7 Freq. Mut.)
7787ATXNS JCnmnnouepebewsapHas arakcus. [lonck yacTeix myranmii B reHe ATXNS, 4. M. (Spinocerebellar Ataxia, Gene ATXNS, Freq. Mut.)
CrnioHrnodopmHas SHIEaNonaThs ¢ HeHporncuxuaeckuMu nposieieHusMy. [louck myranuii B reae PRNP, M. (Spongiform Encephalopathy
7978PRNP . o
with Neuropsychiatric Features, Gene PRNP, Mut.)
7230 CHoHAMIOKOCTaNBHBIN u30cT03. [Tonck myranwmii B rene DLL3, m. (Spondylocostal Dysostosis, Gene DLL3, Mut.)
Crnonpmnosmmousapuas gucruiasus (CO/1). [Touck myranuit B rere TRAPPC2, m. (Spondyloepiphyseal Dysplasia Tarda, SEDT, Gene
7979TRAP
TRAPPC2, Mut.)
7980PRPS] CynepaktuBHocTh pochopudosmnupodocdar cunrerassl. [Tlonck myrauuii B rene PRPS1, M. (Phosphoribosylpyrophosphate Synthetase
Superactivity, PRS Superactivity, Gene PRPS1, Mut.)
7638TRPS |Tpuxopunodananreanbubiii cuaapoM. Ilouck myrarwmii B reie TRPS1, m. (Trichorhinophalangeal Syndrome, TRPS, Gene TRPS1, Mut.)
7238 Tpow;60umoneﬂm BpoxneHHas. [louck myranuii B rene MPL, m. (Congenital Amegakaryocytic Thrombocytopenia, CAMT, Gene MPL,
Mut.
7885PRNP |daranbhas cemeiinas nucomuus. ITouck myramuii B rene PRNP, m. (Fatal Familial Insomnia, FFI, Gene PRNP, Mut.)
7888PAH | Denmnkeronypus. [Tonck myrauuii B rene PAH, m. (Phenylketonuria, PKU, Gene PAH, Mut.)
77811 denunnkeronypus. [lorck gacteix myranuii B reie PAH, 4. m. (Phenylketonuria, PKU, Gene PAH, Freqg. Mut.)
7240 dubpoaucmasus occuduuupyromas nporpeccupymommas. [Touck Myrauuii B «ropstunx» ydactkax resa ACVRI, «ropsd.» yd. M.
(Fibrodysplasia Ossificans Progressiva, FOP, Gene ACVR1, Hot-Point Mut.)
7241 Odubponucmnasus occupuupyromas nporpeccupyromas. [lonck myranumii 6e3 «ropsunx» yuactko rena ACVR1, 6e3 «ropsy.» yd. M.
(Fibrodysplasia Ossificans Progressiva, FOP, Gene ACVR1, without Hot-Point Mut.)
7786RMRP Xonaponucmiasus Metaduzapaast, Tun Mak-Kerocuka. [Touck myranuii B rene RMRP, M. (Metaphyseal Chondrodysplasia, McKusick Type,
Gene RMRP, Mut.)
Xounpaponucrutasus ToueuHast Konpann-Xronepmana. I[Torck myranuii B rene EBP, M. (Chondrodysplasia Punctata, CDP, Conradi-
7244
Hunermann Syndrome, Gene EBP, Mut.)
7245 XounapoxkansuuHo3. [Tonck myranuii B reke ANKH, m. (Chondrocalcinosis, Calcium Pyrophosphate Dihydrate, CPPD, Gene ANKH, Mut.)
7815HDI | Xopes 'entunrrona. Iouck yacteix myranwmii B rere IT15, 4. m. (Chorea Huntington, Gene IT15, Freq. Mut.)
7889CHM | Xopounepemus. ITouck myraruii B reie CHM, m. (Choroideremia, CHM, Gene CHM, Mut.)
7890CYBB |Xponnueckas rpanyinemarto3tnas 6oae3ub. [Torck myranuii B rene CYBB, M. (Chronic Granulomatous Disease, CGD, Gene CYBB, Mut.)
7891BTK | X-cremienHas arammario0ynuaemust. [lorck myranuii B rene BTK, M. (X-Linked Agammaglobulinemia, XL A, Gene BTK, Mut.)
7981 BIRC4 X-creruieHHbIH TUMponpoardepaTuBHbI cuaapoM (6ore3ns lynkana, cuaapom [lyptuiso), XIAP M. (X-Linked Lymphoproliferative
Syndrome, XLP, Gene XIAP, Mut.)
7982SH2 X-creruieHHBIN TUMponponepaTuBHbIi cuHApoM (6one3Hs [lynkana, cuaapom [Iyptuibo). [Tonck myranuit B rene SH2D1A, m. (X-
Linked Lymphoproliferative Syndrome, XLP, Gene SH2D1A, Mut.)
7894FRMD7 X-cueruieHHbIH MOoTOpHBIN HUcTarM. [Touck myrauuii B rere FRMD7, m. (X-Linked Nystagmus congenital 1, NYS1 X-Linked, Gene
FRMD7, Mut.)
X-CLemIeHHBIA TSOKENbli KOMOMHUPOBaHHBIN nMMyHOAehuut. [lonck myraunii B rene IL2RG, m. (X-Linked Severe Combined
79831L2RG .
Immunodeficiency, Gene IL2RG, Mut.)
Lepebpooxynodanuockenernsiii cuaapoM. [lonck myramnuii B rene ERCC6, M. (Cerebrooculofacioskeletal Syndrome, COFS Syndrome,
7757ERCC6
Gene ERCC6, Mut.)
7896EXT1 |39x30cT03b61 MHOXECTBEeHHBIC. [Torick Mmyranuii B rene EXT1, m. (Multiple Exostoses, Gene EXT1, Mut.)




7895EXT2 ]|9x30cT0361 MHOXECTBeHHEIC. [lorick myranuii B rene EXT2, M. (Multiple Exostoses, Gene EXT2, Mut.)
DKccyaaTuBHAs BUTpeoxopeopeTuHanbHas auctpodus. [Torck myrannii B rene NDP, m. (Familial Exudative Vitreoretinopathy, FEVR, Gene
7758NDP
NDP, Mut.)
7897EDA  |9kromepMaibHas aHTuApoTHueckas qucmiasust. [louck myranuii B rene EDA, m. (Anhidrotic Ectodermal Dysplasia, Gene EDA, Mut.)
7883GJB6 |OxTomepmanbHas ruapoTHueckas aucmiasus. [louck myranuii B rene GJB6, m. (Hidrotic Ectodermal Dysplasia, Gene GJB6, Mut.)
7248 OnuduzapHas auciasus, MHOKecTBeHHas1. [Torck yacTeix myraiuii B rene COMP, u. M. (Multiple Epiphysial Dysplasia, MED, Gene
COMP, Freg. Mut.)
7249 3n14(£)143apHa>1 IcIia3usd, MHOKecTBeHHast. [lonck myranuit B rene SLC26A2, m. (Multiple Epiphysial Dysplasia, MED, Gene SLC26A2,
Mut.
7985ALOX OputponepMus BpoxxaeHHast UXTHO3Has (HeOymiesHas). [Touck myrarmii B rene ALOXE3, m. (Nonbullous Congenital Ichthyosiform
Erythroderma, NBCIE, Gene ALOXE3, Mut.)
7987LOX 12 Oputponepmus BpoxaeHHast HXTHO3Has (HeOyiuresHas). [Tonck myrarmii B rene LOX12B, M. (Nonbullous Congenital Ichthyosiform
Erythroderma, NBCIE, Gene LOX12B, Mut.)
7986TGM]1 DputpoaepMus BpoxaeHHass UXTHO3Has (HeOyiuie3nas). [Touck myraruii B rene TGM1, m. (Nonbullous Congenital Ichthyosiform
Erythroderma, NBCIE, Gene TGM 1, Mut.)
7901GJB3 |9putpokeparoaepmusi. [Torck myranumii B rene GJB3, M. (Erythrokeratodermia, Gene GJB3, Mut.)
7899GJB4  |Oputpokeparoaepmus. [louck myramuii B rene GJB4, m. (Erythrokeratodermia, Gene GJB4, Mut.)
DPHUTPOILUTO3 pelleCCUBHBIN (ceMeliHas HacnencTBeHHas monuuutemus). [louck myramnmii B reHe VHL, M. (Autosomal Recessive
7250 .
Erythrocytosis, Gene VHL, Mut.)
7900VHLI OpUTPOIUTO3 PEleCCHBHEIN (CeMelHas HacIeACTBeHHas monuiuTemMus). [Tonck gacteix Mmyranuii B rene VHL, 4. M. (Autosomal Recessive

Erythrocytosis, Gene VHL, Freq. Mut.)
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