MeauuMHCKas reHeTukKa




» MenuiuHcKas reHeTUKa U3y4aeT poJib HACAEICTBEHHOCTH B
MaTOJIOTUM YEJIOBEKa, 3aKOHOMEPHOCTH MEPEAAYH OT MOKOJICHUS
MOKOJICHUIO HACJIEACTBEHHBIX OOJIE3HEN, a TAaK)KE pa3padaThiBacT
METObI JUATHOCTUKH, JICUCHUS U TPOPUIAKTUKH
HACJICICTBEHHOM IaTOJIOTHH, B TOM YKCIE U O0NE3HEH C
HACJIEJICTBEHHOM MPEPaCIOI0KEHHOCThIO, 00bEANHSS, TAKUM
00pa3oM, MEIUITMHCKUE U TeHETHUYECKUE OTKPBITHUS 1
HOCTHXKEHUS 1JIs1 OOPBbOBI C HETyTaMH.

N3BecTHO okono 5000
HacneaCTBEeHHbIX 6bone3HeMn.
[MpuMepHO 5-5,5% peten
POXAAKOTCA C
HacneaCTBEHHOW WU
BPOXXAEHHOW NaTONIOrnen




» OCHOBHBIC HAIPABIICHUS MEIUIITHCKOM
TCHCTUKH: M3yYCHUE TCHOMA YEJI0BEKa,
[IUTOr€HETUKA, MOJICKYJISIpHAS U OMOXUMHUYECCKAasI
FCHCTHUKA, MMMYHOICHETHKA, TCHETHUKA Pa3BUTHS,
NONYJISLUOHHAS TCHETUKA, KIMHUYCCKAs
Te€HETUKA.

» KinHu4yeckasd reHETHUKA - IIPUKIATHOU pa3Ieil
MEIUIIMHCKOW T€HETUKH, B KOTOPOM J10CTHKECHUS
IIOCIEAHEN IIPUMEHSAIOTCS 11l PEIICHU
KJIMHUYECKHUX MPOOJIEM y MAIUEHTOB.



OCHOBHbI€ BOMPOCbI MEANLIMHCKOWN FEHETUKM:

3HayeHne HacneacTBeHHbIX PakTopoB (MyTaLuS
UM COMETaHWE annenen) B 3Tuonorum 60ne3xu

CooTHOLLeHne HacneacTBeHHbIX U CpenoBbIX

(PaKTOpOB B NATOreHe3e u KJMHUYECKOU KapTUHE
6one3Hun

BnnseTr nn HacneaCTBEHHOCTb Ha BbI3OPOB/IEHNE
n ncxon 6one3Hun

Kak HacneacTBEHHOCTb BNUSET Ha cneumduky
NeYyeHums



AKCNOMbI
MEAVNLNHCKON reHETUKM

(hopMUpOBaHUsI TATOJIOTUU- HACJIEICTBEHHbIX
MPpU3HAKOB. HeT pe3kou rpaHullbl MEXKAy HACIEACTBEHHON U3MEHUYUBOCTHIO,
BEAYILIEH K U3MEHEHUIO HOPMAJIbHBIX TIPU3HAKOB, U U3MEHUYUBOCTBHIO
MPUBOJISIICH K BOSBHUKHOBEHHUIO HACIEACTBEHHBIX 00JIE3HEH;

B pa3BuTHM HACJIEICTBEHHBIX MTPU3HAKOB WX 00JIE3HEW MPUHUMAIOT
y4acTue . Ipu sTom ais
Pa3BUTHUA OJHUX MPU3HAKOB WJIM OOJIE3HEN ONPEICIISIIONIYIO POJIb UTPAET
HACJIEICTBEHHOCTb, a I APYIMX CYLIECTBEHHOE 3HAYCHUE UMEET BHEIIHSS
cpena, HO HET TaKUX MPU3HAKOB, KOTOPHIE 3aBUCEIN OBbI TOJIHKO OT
HACJIEICTBEHHOCTH UJIU TOJILKO OT CPEMbI;

OOHNTaHUS YEJIOBEKA . Pacmmmpuics kpyr
MOTCHIIUAIBHBIX OPAUYHBIX MAPTHEPOB, IMPOKUX MACIITA00B TOCTUIIIA
MUTpAIs HaCEIICHHUS, YBEIMIMBACTCSI MyTareHHasi Harpy3ka - BCE 3TO
MEHSIET TCHETUUYECKYIO CTPYKTYPY IIOMY/ISIUNA Y€I0BEKa U IPUBOIUT K
IIOSIBJIEHUIO HOBBIX BUJOB HACJIEACTBEHHOM TATOJIOTUH - SKOTEHETHYECKUX
OOJIE3HEMH;



OCOOCHHOCTH KIIMHHUYECKOTO IIPOSBICHHUS
HAaCJICJICTBEHHOU MaTOJIOTUU

1.CeMenHbIN XapakTep 3aboneBaHuns




2. XpOHUYecKoe, nporpeccmpytollee,
peunamBupytoLLee Te4yeHue.
Pe3nCTEHTHOCTbL K Tepanuu.




3.Cneumndunyeckne CMMNOTOMb

» KpacHa4 [opdupunsd, reMornobnHypus

» 3e/eHas HapylweHns obmMeHa bunupybunHa

» [onybas HacneacrBeHHbIM AedekT TpaHCnopTa

TpuntodaHa
«MbILLMHBIN>» (PEeHNITKETOHYPUS
«KneHoBoro cmpona» HEeAOCTAaTOYHOCTb
AernaporeHasbl anb@a-KeTOKUCIOT

CepHUCTbIN FOMOLIMCTUHYPUS, LMCTUHYPUS

CbIpHbIH “30BaNiepnaHoBas aLunaeMns



4. BoBneyeHHOCTb MHOIMX OPraHoB N CUCTEM B
NaToOMOrMYECKNI NpOoLIECC - NNENOTPONMUS.

Pleiotropy

» Most genes are pleiotropic

— one gene affects more than one
phenotypic character :
» 1 gene affects more than 1 trait | l

« dwarfism (achondroplasia)
* gigantism (acromegaly)
T SRR

www.xray2000.co.uk

CUHAPOM — COBOKYMHOCTb CUMIMTOMOB C OOLLMMKN STUOSIOTMEN N NATOrEHE3OM.



5.BpoxaeHHbIn XxapakTep 3aboneBaHus

He CMHOHMM HacneacTeseHHoW 601e3HK!



Hanbonee oyeBmaHbIE NPU3HAKM HAacneaCTBEHHOM
natonoruv —BI1P 1 BMI B.

BINP —Mopdonornyeckmnn gedekTt opraHa umnm 60bLLou
4aCTu Tena, BeayLUMN K HapyLUEHUIO ero yHKLUUMN.

BpoxkaeHHbIn MopdoreHeTndecknn BapmaHT (BMIMB)-—
(MMKpoaHoManumn) Mopdosiornyeckoe OTK/IOHEHNE,
KOTOpPOE BbIXOAUT 3a Npeaesnbl HOpMbl BapyaLuunmn, HO
He HapyLlaeT dyHKUuM opraHa (anoneums,
MUKPOTUS, KPbISTIOBMAHbIE CKNAAKM Ha LIee
nedopmMaLms YIWHOW pakoBUHbI U Ap.) 5 1 bonee
BfMB — NB!

27 MUKpPOAHOManui He BCTPEYatoTCsa Y 340pOBbIX (NTO3, NIOCKMIA Npodusb
Nnnua, TeNEKaHT, MMNOoNIa3nsa HOFTEN PyKX, apaxHOAAKTUANS U Ap.



BIP

» MOryT BO3HMKATb BCNeACTBME  MyTauumn, OEUCTBUS
TEPATOreHoOB WM pa3BMBATLCA B pe3ysibTaTe COBMECTHOro
NENCTBUS TEX U APYIUX.

AH3HUedanms

cleft lip and palate

AdedpurumnTt donmeson K-Tbl, TMNEPBUTAMMUHO3 A, [lpyemM NpOTUBOCYAOPOXKHbIX
rmnepTepMusi, CaxapHbi AnabeTt y Matepum npenapaToB BO BpeMS
6epeMeHHOoCTU



AHodTanbMus/
MUKpOMTaNTbMUS

KpacHyxa,
LIMTOMErasioBnpyc,
TOKCOIM/1a3M03,
Bap®dapuH, NOHN3UPYIOLLIAS
paanauus

Spina Bifida

Myelomeningocele

Spina Bifida Occulta

[l
!

CaxapHbin Anabet y Matepw,
NpUEeM BasnbnpoaTos,
rmneprtepMusi, HeAOCTaToOK
oNMeBON KMUCIOTbI



[1pMHUUMNBI ANArHOCTUKMU
HacneacTBeHHbIX 6one3Hen

» 1. KnnHnyeckoe obcnenosanHue (BI1P, BMI'B,
aHTPOMNOMeTpUS)

» 2. eHeanornyeckmn aHanm3 (npobaHabl,
cnbeobl, 1 ap.)

» 3. [NapaknnHnyeckmnn obcnenoBaHus
(KNUHUKO-bMoxmmMmyeckme , SHAOKPUHHLIE,
PEHTreHosIorM4yeckme, LMToreHeTn4yeckmne u
MOJIEKYSIPHO-FreHeTU4YecKne MeTob! )



Knuandeckas kKiraccuukanys HacJI€ACTBEHHBIX
oosie3nen (H.0.) mocTpoeHa 1o opraHHOMY U
CHUCTEMHOMY NpuHIUIIaM. COormacHo 3TOu
KJ1accupukanuy, Beiaeasa0T H.0 HepBHOM,
SHIAOKPUHHOM, AbIXaTEIbHON U CEPACUYHO-COCYAUCTOMN
CHUCTEM, TICYECHHU, KETYIOUHO-KUILIEYHOTO TPAKTA,
IIOYEK, CUCTEMbI KPOBH, KOXH, yXa, HOCA, IJIa3 U Jp.
Takas knaccuukanms B 3HAYUTEIILHON CTEIICHU
yCJIOBHA, T.K. 00nbIIMHCTBO H.0. Xapakrepuszyercs
BOBJICUCHUEM B MATOJIOTUYECKUH MTPOLECC HECKOIBKUX
OPTaHOB WJIM CUCTEMHBIM ITIOPAKECHUEM TKAHEH.



C reHeTMYECKOM TOYKM 3pEHUS BCE 00JE€3HU B 3aBUCUMOCTH OT OTHOCUTEIIbHOU
3HAYMMOCTH HACJICICTBEHHBIX M CPEIOBBIX (DAKTOPOB B UX PA3BUTHH
npeiaracT pa3aeinTh Ha 4 TPYIIIbL:

I HacnenctBeHHbIE O0JIE3HU -3TUOJOTHYECKUM (PAKTOPOM SIBIISIOTCSI MyTaIlUHU.
[IposiBiIEHHE TTATOJIOTUYECKOTO JEUCTBUSI MYTaIlUHA KAK 3THOJIOTHYECKOTO
(hakTOpa MPaKTUUECKHU HE 3aBUCUT OT BHEIIHEHN cpebl. [TocneaHss MoxeT
TOJILKO MEHSITh BEIPA)KEHHOCTh CUMIITOMOB OOJIE3HU U TSAXKECTh €€ TCUCHUSI.

II. bone3Hu ¢ HacCIEACTBEHHOM HNPEAPACIOI0KEHHOCTHIO

PA3BUBAIOTCS Y JIUIL C ONPEACIIEHHOW TEHETUYECKOU XapAKTEPUCTUKOM 10T
BIIUSTHUEM (DAaKTOPOB OKpYykKarolieh cpeabl. HacieacTBEHHOCTh 3/1€Ch -
TUOJIOTMYECKUN (DAKTOP, HO JIJIS MIPOSBICHUS O0JI€3HU HYKEH
COOTBETCTBYIOIIUN (hakTOp cpebl.. K Takum 3a00j1€BaHUAM OTHOCSTCS
HEKOTOpPhIE (POPMbI ITOAArPHI, IMa0eTa, THIIEPTOHUYECKAs 00JIC3Hb,
vIleMuyecKas 00JIE3Hb Ceplia.

III bone3nu ¢ HaCIEACTBEHHOM MPEAPACTON0KEHHOCTHIO. ITHOJIOTHYECKUM
(baKTOpPOM SIBJISIETCS Cpejia, HO YaCTOTa BO3HUKHOBEHUS U TSHKECTh
IIPOTEKAHUSI CYIIECTBEHHO 3aBUCST OT HACJIEICTBEHHOU
IPEIPacIoIoKEHHOCTH (aTePOCKIIEPO3, TYOSpKYIe3, dK3eMa, IIcCopras).

IV. HenacneactBeHHBIE OOJIE3HU.

B nporcxoxaeHny HEHACIEACTBEHHBIX O0JIE3HEM OMPEIEIISAIONTYIO POJIb UTPAET
cpena. Croma OTHOCUTCS OOJIBIIMHCTBO TPaBM, HH(PEKIIMOHHBIX 00JIE3HEN,
OKOTrY M Tak jayee. [ eHeTnueckre (pakTopbl B JAHHOM CJIy4ae MOTYT
BJIUATH TOJILKO Ha TEYECHHUE MATOJOTMYE€CKHX MPOIECCOB.



Knaccndukaumnsa HacneactBeHHbIX 6onesHen no
(1988)

1. Boneshu, BcnencTeme MyTaumii B MONOBbIX KNETKAX
(cobCcTBEHHO HacneacTBeHHble 601e3HN)

XPOMOCOMHbIe (HanpuMe, cuHapoM [ayHa)
reHHbIE
MY/TIbTUIOKYCHbIE
2. bonesHu, BcneacTene MyTaunn B COMaTUYECKMX KNETKaX
OonyXxoJsin, CTapeHune, HekoTopble BI1P

3. bonesHu, npeacrasngome KOMbUHaLMIO MyTaLmMmn B
COMaTUYECKMX U MOMOBbLIX KNETKax (HanpuMep, ceMenHas
peTuHobnacTroma).




[py3 HacneaCcTBEHHbIX 60M1e3HeN B
NonynAUMAX YenoBeKa

Kareropus Yacrorana | mua  IlponeHT oT uncia
3a00JICBaHUS HOBOPOXICHHBIX HOBOPOXKJIECHHBIX

AyTOCOMHO- 1395,4 0,14
JTOMHUHAHTHBIE

AyTOCOMHO- 1655,3 0,17
PEILECCUBHbBIE

X-CIIeJICHHBIE 532.4 0,05
pPELIECCUBHbBIE

XPOMOCOMHBIE 1845,4 0,18

BIIP 265842 2,66



XpOMOCOMHble dHOMAaJIliMn U NaTonornsa 4yenoBekKa

Mpynnbl naTonorumu Yacrora mytauum
60-75%

B cpeanem 50-60%

JdoMMnnaHTauMOHHLIE NOTEPMU

CnoHTaHHbIe abopThbl

5%
5-7%
4-8%

13%

MepTBOpOXOEHHbLIE

MnageH4yeckas u AeTcKkasa CMepTHOCTb

BpoxaeHHbIe NOPOKU pa3BUTUSA

BpoxaeHHbIe NOPOKU cepaua

YMCTBEHHas OTCTanocThb 3-35%
2%
15%

10-25%

My>xckoe 6ecnnogue
Azoocnepmus

HapyweHuss nonoBou andchepeHUNpPOBKU
Yy MYXYUH

25%
27%
2-5%

UcTUHHBLIM repmadpoanTusm

HapymeHMe I'IyGGpTaTHOl'O Pa3BUTUA y AeBO4YEK

anBbI‘lHoe HEeBblIHalLMBaHKNE GepeMeHHOCTM



» Cpean Bcex HacneacTtBeHHbIX MeHOTUMOoB
noytn y 2000 yctaHOBNeHa To4Has
MOJIEKYISIpHAsi OCHOBA, YTO CO3AaET 6a3y
NN MOJIEKYNIAPHO-TEHETNYECKOU
ANArHoCTUKK bonesHen

» Bepercda kapTupoBaHue reHoB
HacneacTBeHHbIX 60Ne3HEN Ha XPOMOCOMAX




X-XPOMOCOMA

MelwedyHaAa gucTpoduA drweHHa
MelweyHaa gucTpoduAa Bekkepa

XPOHWYECKAA rTPaHyNemMmaTo3Han
HonezHb

BonezHe Hoppu |

CuaepobnacTHaA aHeMKuA
CHUHAOpOM AapcKora - CKoTTa
MemMonUTUYecCKan aHemua

ArammarnofynHeMmua
CHHAOpOM KeHHeau

BonezHe MNenuvueyca-Mepubaxepa
CHHAOpOM ANLNOPTA
BonezHe Pabpu

MMyHHaA He4O0CTaTOYHOCTE

NumdbonponubepaTMEHBLIA
CHHAOPOM
MMyxoTa U aneBUHKUZM

:
N
g

T

KxTHnoz
HexeaTka cynNedaToe B cTEpOMAE NNAaUeHTel
CuHapom KanemaHa

MnodocdartrAa
MNnomarHemua

MMazHoW anbBUHUIM
PawenuHa cetdaTiu

ApTepuaneHaa runonnasua
MuUuuepuH-KEMHaza geduuuTt

AedryuMT OPHUTHUHA

HeycToOHYMEaA NUIMEHTAUMA
CuHAOpom BuckoTTa-Ongpuyda
CuHAapom MeHkeca

HeuyyeCcTEMTENBLHOCTE AaHAPOreHa

Heeponatua Wapko-Mapu-Tyca
PacwenneHue HEBA
CyaopoxXHaA napannerua

PRPS noparpa
CuHapom Joy

CuHapom Newa-Hakxana
HPRT noparpa

CHHAOpOM XaHTa
Memodunua B

Memodgunua A

HXPOHWYECKAA remMonUTHYecKan aHemMuA
MaHWaKkaneHo-genpeccueHoe zaboneeaHue
OcnenneHye APKMMUK LEETamu
AQpeHonerkogucTpodua
AdpeHOMUENOHeBRONAaTHUA

MycKyNeHaA aucTpoduA

HecaxapHeli auabeT




Jlokanuzanus
1p36.3-p36.2
1p36.3

1q42

2p25
2q31-q32
2q31-q32

4p16.3
10q11
11q12-ql3
13q14.1-q14.2
14q24.3
15g26.1
17g21
21922.3
Xq28

HekoTopble, KapTVIpOBaHHbIe reHbl

HaCJi |c§|ht.6| BeHHbiX 60j |€3|—|€v‘|

OJICBaHUE
Cunapom Dnepca-/lannoca (tun VI)

T'omouucTUHYpUH

Anemus @aHKOHU
BpoxXaeHHBIN TUIIOTUPEO3
Cunnonupaktuiaus, Tan 11

KomopekranbHbIii pak HACIECACTBEHHBIN
HEIOJIUIIO3HbBIN, THII 3

AXOHJIpOIUIa3us
Cunapom Kokkelina (2)
[IurmenTHasa kcepoaepma, tvi E
Petuno6mactoma
bone3ns Anblireiimepa (3)
Cunnpom biaroma(3)

Pak Moio4HOM Xee3bl -1
Cungpowm [ayHa

I'emodunus A

I'ennl
PLOD
MTHFR

ADPRT, PPOL
TPO,TPX
HOXD13, HOX41
PMS1, PMSLI

FGFR3, ACH
ERCC6, CKN2
DDBI
RBI
PSEN1,AD3
BLM,BS
BRCAI1
DCR,DSCR
F8C, HEMA



KoMnbloTepHble 6a3bl AaHHbIX MO
HacneacTBeHHbIM 601e3HAM

NHdopMaTuBHbIe 6a3bl:

1. - "Mendelian inheritance in man.

Catalogs of autosomal dominant, autosomal recessive, and X-linked phenotypes» //
"MeHaenesckoe HacnedoBaHWE Y YenoBeKa: KaTanor 4esioBeYeCKUX reHoB W
reHeTnyeckux 6onesHen"

coaepxut >13500 cTaTen, exeaHEBHO MOMOHSAETCS

2. - Oxford Medical Data base

MMeeT ABa noapasaena —

LDDB — London Dysmorphology Database

LNDB — London Neurogenetics Database

coaepxut 6onee 2200 HacneACTBEHHbIX 3aboneBaHni
LIEHTPanbHON 1 Nepnhepnyeckon HEpPBHOW CUCTEMBI
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#261600
PHENYLKETONURIA; PKU

Alternative titles; symbols

PHENYLALANINE HYDROXYLASE DEFICIENCY
PAH DEFICIENCY

OLIGOPHRENIA PHENYLPYRUVICA

FOLLING DISEASE

Other entities represented in this entry:

HYPERPHENYLALANINEMIA, NON-PKU MILD, INCLUDED
HPA, NON-PKU MILD, INCLUDED
PHENYLKETONURIA, MATERNAL, INCLUDED

Phenotype-Gene Relationships

Phenotype Phenotype Gene/Locus

Location  Phenotype MIM number  Inheritance mapping key Gene/Locus MIM number

[Hyperphenylalaninemia, non-PKUmild] 261600 AR 3 PAH
Phenylketonuria 261600 AR 24 PAH

v TEXT

A number sign (#) is used with this entry because phenylketonuria (PKU) and non-PKU mild
hyperphenylalaninemia (HPA) result from mutations in the PAH gene (612349).

PAH phenylalanine hydroxylase [ Homo sapiens (human) ]

Gene ID: 5053, updated on 8-Oct-2017

+ Summary

Official Symbol
Official Full Name
Primary source
See related

Gene type
RefSeq status
Organism
Lineage

Also known as
Summary

Orthologs

+ Genomic context

Location:  12q23.2

Exon count: 21

Annotation release

PAH HGNC

phenylalanine hydroxylase

HGNC:HGNC:8582

HGNC

Ensembl:ENSG00000171759 MIM:612349; Vega:OTTHUMG00000169966

protein coding
REVIEWED
Homo sapiens

Eukaryota; Metazoa; Chordata; Craniata; Vertebrata; E Eutheria; E

PH; PKU; PKU1

This gene encodes a member of the biopterin-dependent aromatic amino acid hydroxylase protein family. The encoded pi
phenylalanine to tyrosine and is the rate-limiting step in

ICD+
v External Links

» Protein

¥ Clinical Resources

Clinical Trials
VEuroGentest
Maternal
phenylketonuria
Phenylketonuria
Gene Reviews
Genetic Alliance
Genetics Home
Reference
GTR
Newborn Screening
»GARD
»Orphanet
POSSUM

» Animal Models

» Cell Lines

; Primates; Haplorrhini; Catarrhini; Hominidae; Homo

phenylketonuria. [provided by RefSeq, Aug 2017]

mouse all

Status
current

previous assembly

See PAH in Genome Data Viewer Map Viewe

Assembly Location

GRCh38.p7 (GCF_000001405.33)
GRCh37.p13 (GCF_000001405 25)

Chromosome 12 - NC_000012.12
[ 102461937 p [ 103525258

LOC105369944 PAH dpmmn C1 200442
LINCOD4SS - PRH4e LOC101929055
ASCLL

enzyme
Deficiency of this enzyme activity results in the autosomal recessive disorder

NC_000012.12 (102838326..102917603, complement)
NC_000012.11 (103232104..103311381, complement)

INHERITANCE
- Autosomal recessive

HEAD & NECK
Head
- Microcephaly &
Eyes
- Blue eyes
- Cataracts

SKIN, NAILS, & HAIR

Skin
- Pale pigmentation
- Dry skin
- Eczema
- Scleroderma

Hair
- Blond hair

NEUROLOGIC
Central Nervous System
- Decreased mental processing speed
- Mental retardation (if left untreated)
- Infantile irritability (if left untreated)
- Peculiar gait (if left untreated)
- Peculiar stance and sitting posture (if left untreated)
- Limb posturing (if left untreated)
- Purposeless movements (if left untreated)
- Increased deep tendon reflexes (if left untreated)
- Seizures (if left untreated)
- Brain calcification (if left untreated)
Peripheral Nervous System
- Defective myelin formation (if left untreated)
Behavioral Psychiatric Manifestations
- Psychosis (if left untreated)
= Obsessive-cOmpulsivé disorder
- Depression
- Anxiety disorders
- Defects in executive function

METABOLIC FEATURES
- Phenylalanine hydroxylase deficiency
- Hyperphenylalaninemia
- Phenylpyruvic acidemia

PRENATAL MANIFESTATIONS

Maternal
- Maternal hyperphenylalaninemia teratogenic

LABORATORY ABNORMALITIES
- Increased urinary o-hydroxyphenylacetic acid, phenylpyruvic acid, phenylacetic acid
phenylacetylglutamine

MISCELLANEOUS
- Occurs in about 1 in 10,000 births
- Mousy odor

MOLECULAR BASIS
- Caused by mutation in the phenylalanine hydroxylase gene (PAH, 261600.0001)

Contributors:
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Edit History:

Cassandra L. Kniffin - updated : 07/20/2010
Undefined
ckniffin : 07/20/2010




0711 aBTOMAaTUYeCKOM AVArHOCTUKM HacNeCTBEHHbIX
3a6051eBaHUM

» AHrnmnckass cuctema LDDB  (London  Dysmorphology Database)
obecneunBaeT [AWMArHOCTUKY MHOXXECTBEHHbIX BpPOXAEHHbIX MOPOKOB
cpean > 700 cMHAPOMOB, UCKOYash XPOMOCOMHBIE)

» OpaHuy3ckas cuctema GENDIAG (Mapcenbckas cucteMa AMarHOCTUKM
HacneaCTBeHHbIX 60/1e3HEN) OCHOBAHA Ha 6a3e CMMMTOMOB U pe3ynbTaTtaX
OYHKLUMOHaNbHbIX Npob, BkAo4aeT >2500 HacneacTBeHHbIX 3ab601eBaHUM
1 CUHAPOMOB.

»ABCTpanuiickas cuctema POSSUM  (Picture of Standart Syndromes and
Undiagnozed Malformations) —kaxabi1 13 CUHAPOMOB [OKYMEHTUPOBAH PALOM
CTaHAapTHbIX doTorpadun u onncaHmeM. OKOHYATENbHBIN ANArHo3 OCHOBaH Ha
CPaBHUTENBHOW OLEeHKe n3o6paxxeHnst 6051bHOro n hoTo 13 6asbl AaHHbIX.

»Poccuiickass cuctema [AWMATFEH (Mockosckun HUW neamvatpum)— Anst AMarHOCTMKKM Gonee
1500 HacneacTBeHHbIX CMHAPOMOB, paboTatowas B pexnMe ananora. Coaep>XuTt poToapxus,
CMpaBOYHMK, OMArHOCTMYECKYyo noacuctemMy. o pe3ynbtataM aHanui3a Bbl4aeT nepeyeHb
BO3MO>XXHbIX AMArHO30B C YKa3aHWeM CTerneHn BepOoSATHOCTW.

»Cucrtema SYNGEN (Meauko-reHeTnyeckun ueHtp PAMH) - >1900 cuHapomos BIP,

ODMEHTMPOBaHa  Ha  MEPBUUYHYI0  AMArHOCTUKY,  yTOUYHEHWe  nokasaTenell K
KapuoTUNUPOBaHMIO.



