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OBBEJUHEHUE «'EHETUKA» - KAK HAYUYHAS U KIMHUYECKAS BA3A
COBPEMEHHOM MPOTEOITEHOMUKHA
I'peuanuna EA., bocamvipesa P.B.
Ykpaincoxuii incmumym xniniunoi eenemuxu XHMY

61022 Xapxie, np. [lpasou 13,men.700-32-17; 705-16-74, e-mail: mgc@ukr.net

bypHoe  pasButue MOJIEKYJIIPHOU
MCAUILIMHBI II0Kasajio JKU3HCHHYIO
HE00XO0IMMOCTD COETMHEHUS
(GyHIaMEHTAIBHBIX W TPUKIATHBIX 3HAHUMA IS
JTanbHEHIIeTo 3¢ pexTUBHOTO pa3BUTHS
JUArHOCTUKH, JIEYEHUSI W MPENYIPEKACHUS
HacJIeICTBEHHOU aTOJIOTHMU. Crparerus

pa3BUTHUS KIMHUYECKOW T'€HETUKU B XapbKOBE,
paspaboranHas 20 mer Tomy Hazax B 10
MPOEKTaX,  MpeAoIpeeisyia  MOHOJUTHOE
COCIMHECHHE JIeYeOHOU, Y4eOHOM, HAydHOH |
OpPraHU3aIlIOHHO-METOIUYECKON  paboThl B
€IMHOM YUYPEeKIECHUU U €IMHOM KOJUIEKTHBE.
Ucrekmmii niepuopn IeSITENbHOCTH, OCHOBHBIM
UTOTOM KOTOpOTO cTana UHTETpanus
MEIWIMHBl U TCHETUKH, MO3BOJISIET OOCYAHTH
3¢ PeKTUBHOCTH pabOTHI TAKOTO 0OBETUHEHHUS.

TleHCHIBBAHCKHI YHUBEPCUTET
(n1aGopaTopusi TeH. aHTPOIIONOI M)
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O6benuHenue cozmano B 1984 rony,
Korga Obul  opraHu3zoBaH — MexoOJacTHOM
MEIMKO-TCHETUYECKUM 1eHTp. B HacTosmee
Bpems B coctaB OO0benuHeHus «MenuinHcKast
FEHETHUKAa» BXOJIAIT.

® XapbKOBCKMM  CIELHAIU3UPOBAHHBIN
MEANKO-TEHETUUECKUH HEeHTp ¢ 540
npoGUIBEHBIMH IEHTPAMH;

® xadenpa  MEOUIIMHCKOM  T'€HETUKHU
XHMY;

® VYKpauHCKUH WHCTUTYT KJIMHUYECKOH
reHetuku XHMY;

® Accomuanyuy CHEIHAINCTOB U CEMEH,
HUMEIOINX JeTeld C HacJEICTBEHHON
aTOJIOTUEN.
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O0bennHeHnE «['eneTnka»

o0ecrieurBaeT HHTETPAllMI0O  MEIUIUHBI U
TCHETUKH B PETHOHE 3a CYeT CIyKObI
KOHCYJTbTAaHTOB-TEHETUKOB B 15  meTckux
CTallMOHApax W TOJUKIWHUKAX, a Takke B 24
pailloHHBIX OOJTBHUIIAX.

Takas CTPYKTypa OObennHEHUS
criocobcTBoBana (hOPMUPOBAHHUIO KIIMHUYECKUX
TCHETHKOB, BBICTYNAIOIMIUX B  HECKOJIBKHX
UIOCTAcsIX — Bpaua, Iegarora, OpraHu3aTopa.

Puc. 3.3acedanue pooumenvcrux accoyuayuii

['eorpadus G0NBHBIX, KOTOPBIE MPOILIHA
obcnenoBanne B XCMI'Ll, mpsimbiM 00pazom
CBsI3aHa C MPETOAaBaTEIbCKON IS TEIHHOCTHIO
kadeapbl Men. TCHETHKH W YJIbTPa3BYKOBOM
quarHoctukn B 1989-2000 rr. CoTpyaHuKH

Kadenpsl BbIE3KaIM BO BCE ropojaa YKpauHbI
Ha MECSAYHbIE LMKJIbl YCOBEPLICHCTBOBAHUS
Bpaueld MO TEHETUKe, KOHCYJIbTUPOBAIH

OONBHBIX HM TeM  (OPMHUpPOBAIU  TOTOK
HalpaBJICHHBIX.

Puc. 4.Teocpagus 6onvuvix, komopwvie npouiiu oocredosanue 6 XCMI'L]



Crnennain3upoBaHHBIN MEIUKO-
FEHETUYECKUN LIEHTP UMEET WHIUBUIYAIbHYIO
cTpykTypy (puc. 5) M mTatHOe pacmucaHue,
MMOCTPOEHHBIE B COOTBETCTBHUU c
FEHETUYECKHUMH OCOOEHHOCTSAMH HacCeJICHHUS
Co00KaHIIUHBL. Nzyuenuto Xapaxkrepa
MONyJANMK  OBUTM  TIOCBSIIIICHBI ~ HAy4YHBIE
aHanusel E.f. ['peuanunoit, P.B. borateipeBoii,

JL.C. Ogseposoii, E.A. Sxosenko, E.H.
Babamxansan, T.M. Tkauesoii, JI.B. Moxozaas,
10.b. TI'peuanunoii, E.Il. 3neiockoit, O.B.
Pomanunoii, B.A. I'ycap, U.B. HoBukoBoii B
1984-2005r. DOtu aHAMM3Bl  MOCTYKUIU
J0Ka3aTenbHON 0azoil st popMupoBaHUs
HampaBlICHUH  JAMArHOCTUKH,  JIEYEHUS U
MIPEeIYIPERKACHNUS HACIECTBEHHBIX MATOIOTHH.
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Puc. 5. Cmpykmypa Xapvkosckozo cneyuaniusupo8aHno20 MeouKo-2eHemuiecko2o yenmpa
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HaxonneHnHnble 3HaHUS U OMBIT Bpayei,

LIUPOKOE UCIIOJIb30BaHUE B pabote
KJIaCCUYECKOM U COBPEMEHHON CHpPaBOYHOM
JUTEpaTypHl, MIPUMEHEHUE SKCHEPTHOMN
CUCTEMBbI YTOYHSIOIIEH JTUArHOCTHKH,

MMPOBCACHUA Mexc;[yHapoz[me KOHCHJINYMOB, B
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ToM uymcie u B On-Line pexume, Hamuio
OTpa)keHue B BO3PACTAIOIIEM qucIe
HO30JIOTHUYeCKuX  (GOpM  HacJleICTBEHHOM
MATOJIOTUH, BBIABICHHBIX B OO0beIUHEHUN

(puc. 7).
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Puc.7. Konuuecmso 6vis1671eHHbIX HO30/102U4EeCKUX opm

B OOwvenunaenun paspaboTaHa cucrema
OKa3aHUs  MEIUKO-TEHETUYECKOW  IMOMOLIH,
OCHOBaHHAasi HAa  3HAHUM  TCHETUYECKUX
oco0eHHOCTEH MOMYJISIHH. IIposenenue
MaccoBoro ckpununra Ha ®KVY u runotupeos,
BBITIOJTHEHUE  MPOTpaMMbl  T'€HETUYECKOTO
MOHHUTOPHHTA, W3Y4YE€HHUE OIUIACMHOJIOTHH U
KIMHUKA ~ MHUTOXOHJpUAJIbHBIX  OoJe3HeH,
CCJICKTUBHBIA  CKPUHUHT  HACIEICTBEHHBIX
OoJie3He B HambOoJee KPYIMHBIX aKyIIepCKUX
KIIMHUKAaX W HEOHATAIbHBIX  OTHEJICHHUSX,
MO3BOJIMJIM  TMOJYYUTh TOYHBIE OLEHKU O
XapakTepe M YacTOT€  HACJIEICTBEHHOU
natojoruu.  CoenuaibHble  MOJIEKYJISIPHO-
TCHETUYECKUE WCCIICOBAHMS TallJIOTUIIOB |

nonuMopdusmoB  mutoxouapuambHou JIHK,
nmomuMOp(HBIX  TeHOB  (ojaTHOTO  IHMKJIA

BBIPHCOBAJIO HEKOTOPBIC 0COOCHHOCTH,
MO3BOJISIIONIAE  IUIAHUPOBATh  aJICKBaTHBIE
METOABl  MPOMUIAKTHKH  HACJCIACTBEHHOMN
MaTOJIOTHH.

Tak, ¢ 2008 r. B OObeguHEeHUU
MPOBOJIUTCST CKPUHUHT TMOJUMOPOU3MOB B
reHax cuctembl (omatHoro mukia. B Hawame
OBLTM M3YYECHBI YaCTOTHI MOJUMOP(PHBIX TCHOB
¢donmaTHOTO IMKIA B MOMYJIALMH, a 3aTeM
YCTaHOBJICHBI ~ YacTOThl  aymiened  CO677T
MTHFR u A66G MTRR cpeau 6omnbHBIX ¢
pa3nuyHBIME  (opMamMH  HACIIEICTBEHHOMH
narosioruu (tadmn. 1).



Tabmuma 1.

C677T MTHFRu A66G MTRR (n=1938)

[Tonumop- | I'eHoTUIBI n=1938, t xpure- | Oxunpgaemass | PazHuna
(bu3MBI U ajuienu HaOmogaemast | puit gacTtota % 4acToOT
yacrora, % t-rabm. | N =1938
1.96
Ce77T Htzg (CT) 43.3 1 42.2 1.1
MTHFR
Hmzg (TT) 8.7 1.3 9.2 0.5
Norm (CC) 48.0 0.54 48.6 0.6
Yacrota 30.3
T-anmnens
A66G Htzg (AG) 41.8 6.36* 48.8 *
MTRR
Hmzg (GG) 37.0 3.3* 334 3.6*
Norm (AA) 21.2 3.78* 17.8 3.4*
Yacrora  G-|57.8
ayIens

* - 0003HAYCHBI 3HaUCHUA, NJId KOTOPBIX OTKIIOHCHUA OT PABHOBECHUS ABJIAIOTCA JOCTOBCPHBIMU.

Kax BumHo wu3 TaOIUIbI
T€HOTHIIOB
cormacyercsi ¢

pacripenesieHue
MTHFR

1 wmaOmromaemoe
TS
0K JaCMbIMHAU

ce7rr

yacToTaMu pacmpeaeneHus (crat. oOpaboTka
nposezeHa O. [II0XOTHUYEHKO).

Jns A66G MTRR cormacue mexmy
pe3ynbraTaMu HaOJMIOJCHUN U PacuyeToB HMHOE!
Habmogaemoe koimuectBo Htzg (AG) MTRR

3HAa4YUTCIIBHO

CHMIXCHO IIO

CPaBHEHHIO C

OKHIAEMBIM, HAOIIOZAaeTCs BBLICOKAs 4YacToTa

nomumoppmsmos  C677T /| A66G  Hmzg
(ra6m.2). Tlpu  >TOM  OTMEYEHO,  YTO
Habmomaemoe konmuectBo C677T / A66G
Hmzg (CT/AG) nmocroBepHO MpEBBIIIAET
OXKHJaeMOE€, 4YTO TIO3BOJIMJIO  BBIJABHHYTH
MPENOI0KEHHE O TOJIEPKKE CCTECTBECHHBIM
0TOOPOM 3TOr0 MATOJOTHYECKOTO KOMITAyH[IA.
Hamm  gaOmromenus Hang  OONBHBIMUA — —
HOCUTESIMA ~ KOMIIAYHJA B COYCTaHHH C
TOYEYHOM MyTalMel, acCOUUMPOBAHHON C

natojorudeckoro G-aymenss B - MOMYJISIUU pa3HBIMH HACJIEICTBEHHBIMU 3200JIEBAaHUSIMH,
(57,8%) 1 BBICOKHII MPOIIEHT TOMO3UTOTHBIX CBUJICTEILCTBYIOT 00 HW3MEHEHUU T'EHHOU
Hocutener MTRR —  37%; naGmonaemoe IKCIIPECCHH, 0 HaJIM4uu «cTepTou
kommyectBo Norm (AA) MTRR mpeBblimaeT KIIMHAYECKOU KapTUHBI» OCHOBHOTO
OKHJJaeMOe. MOHOT€HHOT'O 3a00JIeBaHUSI.
AHAJIOTUYHBIE PacyeThl BHITOTHEHBI JIJIS
UCCIICIOBAaHUS  PACTpPEEICHUsT KOMIAyHJIOB
Tabmuma 2.
YactoTsl pacripeenieHus] KOMIayHAO0B MOJIUMOP(PU3MOB
C677T MTHFR / A66G MTRR (n=1938)

KommayH st n=1938, t kpure- OxnnaeMas Pasauna
HaOIroaemMast puit yacrora, % 4acTOT
qacrora, % - Ta01 1.96 n=1938,

C677T Htzg/A66G Htzg 18.3 2.7* 20.6 2.3*

(CT/AG)

C677T Htzg/A66G Hmzg 16.3 2.6* 14.1 2.2

(CT/IGG)




C677T Hmzg/A66G Htzg (TT/AG) 3.3 3* 4.5 1.2*
Ce77T Hmzg/A66G Hmzg 3.5 1 3.1 0.4
(TT/IGG)

Norm/Norm (CC/AA) 10.7 2.9* 8.7 2*
C677T N/A66G Htzg (CC/AG) 20.2 3.9 23.7 3.5%
C677T N/A66G Hmzg (CC/GG) 17.1 1.1 16.2 0.9
C677T Htzg/A66G N (CT/AA) 8.7 1.8 7.5 1.2
C677T Hmzg/A66G N (TT/AA) 1.9 1 1.6 0.3

* - 0003HAYCHBI 3HA4YCHMS, AJI1 KOTOPBIX OTKIIOHCHUS OT paBHOBECHUS SABJIAIOTCS JOCTOBECPHBIMU. PACCUUTAHHBIC t-

KPUTEPHH MPEBIIAIOT TAOIHIHBIN.

[IpuHsATO CUMTATh, YTO OCHOBHBIM
dbakTopom, KOTOPBIN ompenenseT
BCTPEUAEMOCTh ajuienielf, 00yCIOBIUBAIOIINX
nonuMopdu3M, sBiseTcss auddepeHnaaTbHbIN
orbop. Buammo, B mpolecce pa3BUTHS,
HOCHUTEIH MOJIUMOPPHU3Ma UMEIOT CEJIEKTUBHOE
npeuMylinecTso. Bo BpeMs rosona, KOTOpBII
HaceJleHHe YkpauHsl NepeKuBajIo
HEOJIHOKPATHO, HOCUTEIH BBICOKOM YaCTOTHI
autenss C677T MTHFR umenu, mo-BuiuMomy,
MPEUMYIIIECTBO TIPU E€CTECTBEHHOM OTOOpE:
cHWXeHue axkTtuBHOocTH ¢epmenta MTHFR
MPUBOJMIO K CHIDKEHUIO PEMETHIHPOBAHUS
TOMOIIUCTEMHA M TO3TOMY TeTparuapodoaat
COXPAHSUICS MJIs KU3HEHHOBAXKHOTO CHHTE3a
HYKJIEMHOBBIX KHCJIOT. MBI MPEeANnonoxuiy,
9ro BbIcOKas yactora G-amtens MTRR B
YKPauHCKOM  TOMyNALUU  MOXET  OBbITh
CIIeICTBUEM <O PeKTa OCHOBATEIS».

OTmedeHHOe HapylIeHHE pPaBHOBECHUS B
pacmpesieieHid ~ TeHOTUIIOB  KOMIIAyHJIOB
MTHFR/ MTRR, mo-BuauMoMy, TOBOPHT O

B3aMMHOM KOMIIEHCALlMM MYTAHTHBIX aJUIEJICH:

npucoenuHennu noaumoppusma A66G MTRR
Hmzg x C67/T MTHFR Htzg wmoxer
MOBBIIIATH MPUCIIOCOOICHHOCTh UHANBUA, T.€.
HOCUTh XapakTep aJanTHBHOTO TeTepo3uca.
OTH JaHHBIE TIO3BOJMIM HaM HE TOJBKO
pa3BepHYTh IIMPOKOE HCCICOBAHUE POJIH
HapyIIeHUs] PEMETHJIMPOBAaHUS METHOHHHA B

MaHu(eCcTaIuu pa3IUYHBIX dhopm
HACJIEICTBEHHOU [1aTOJIOTUH, OTMETUTh
(GeHOMEeH  CHHTPONUM,  BHJIOM3MEHSIOLIUM
¢benorur, 00yCIIOBJICHHBIH TEHHOU
CHUHTPOITHEH, HO u HaUTH MyTH
[IaTOTEHETUYECKOM  TEpalluh Yy  MHOTHUX
OOJIbHBIX.

biaronaps TOMY, 4TO IIOTOK
HalpaBsIEMbIX HA  KOHCYJbTAllMIO  CceMel
dopmupoBancss  BpauamMM B IIpolecce

KOHCYJIbTAllM Ha MECTaX, CO3/lajlach peajbHast
JIOCTYITHOCTh MEIUKO-TEHETHYECKOH TOMOIIN
HacelleHNI0. A coxpaHeHHe ee OeCIUTaTHOCTH
CHOCOOCTBOBAJIO POCTY YHMCIA MOCEHICHUH,
pPaBHO KaKk M BBICOKHH TNPOECCHOHATN3M
OOJIBIIMHCTBA KOHCYJIBTAaHTOB (puc. 8).
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Puc. 8. Obwee uucno nocewenuii 6 XCMI'L]
JuHamuka oOpalaeMocTH HaJIHYne JIUCTIAaHCEPHOTO XapakTepa
MOTYEPKUBACT BO3pacTaroliee YHUCIIO0 HaOmroaeHuit (puc. 9).
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[TepBbIMH O0JIBHBIMHU, TPUHATEIMU B 1965T01y
BpayaMHU-TCHETHKAMU B MEJHKO-TCHETHUECKON
nabopatopun  Kadenpbl  aKymepcTsa U
TUHEKOJIOTUH XM (xoTopas 3aTeM
nepepacter uepe3 30 mer B OObenuHeHHE

«['eHeTHKa») OBUTH CEMbU C MYKOBHCIIHI030M
CHUHJPOMOM.

U aJpCHO-TCHUTAJIbHBIM 910 U

Puc. 10. Muozcogynxyuonanvuuiii
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OMpENEINIO HHTEPEeC K  HACJIEeACTBEHHBIM
0oJie3HsIM OOMEHa BENICCTB HAa MPOTSHKCHHH
Bce ku3Hu LlenTpa.

Pocr qucia OMOXHMUYECKHUX

HCCIIeOBaHU IpsaMO CBsA3aH C PACIIUPCHHUCM

(puc.

TEXHOJIOTHYECKON  0a3bl 10-12).
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Puc. 12.Konuuecmeo nayuenmos, Komopuim nposedeHo Ouoxumuieckoe 00ciedosamie

[Tonck MeTabOIMUECKUX MapKepoB C
WCTIOJIb30BaHUEM MIPOTPaMMBI Human

Metabolome DatabasepoBoautcs exenHeBHO
B MPOIIECCE YTOUHSIOMIECH THATHOCTHKH.



Home Browse Search About Downloads Contact Us

Human Metabolome Database

Version 2.0 | Mersion 1.0

Search: JAdvanced
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HMDB00408

2-Methyl-3-ketovaleric acid

2-Methyl-3-ketovaleric acid is a metabolite of beta-leucine in the beta-keto pathway of leucine metabolism. 2-Methyl-3-ketovaleric acid
is a known pathological metabolite and associated with propionic acidemia. especially during periods of ketoacidosis: a severe
deficiency of propionyl-CoA carboxylase in cultured fibroblasts has been detected in some neonatal cases. (PMID 7389125, 6820422,
7119896 7430116, 3356699) 2-Methyl-3ketovaleric acid induces a strang activity of inosine-5-monaphosphate dehydrogenase
(IMPDH: the rate-limiting enzyme in GTP synthesis). mimicking glucose. (PMID: 11145582)

1. 2-Methyl-3-ketovalerate
2. 2-Methyl-3-o0xo-pentanoate
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Acid and Glycerol Metabolism

(puc. 16).

SECTION
SUBJECT
TOPIC

DISORDERS OF AMINO ACID AND ORGANIC ACID METABOLISM—Continued

DEFECTIVE

PROTEINS OR

ENZYMES

DEFECTIVE
GENE OR GENES

(CHROMOSOMAL

LOCATION)

COMMENTS

Inherited Disorders of
Metabolism Amino Acids, Organic Acids, Fatty
Disorders)

Disorders of branched-chain amino acid (valine, leucine, isoleucine) metabolism

Maple syrup urine dis-
ease (branched-chain
ketoaciduria; 248600

Type 1A
Type IB
Type 1T

Type T

Propionic acidemia
(G06054)
Type I
Type II

Branched-chain
o-ketoacid
dehydrogenase
complex (BCKD)

BCEKD Ela
component

BCKD EIB
component

BCKD E2
component

BCKD E3
component

Propionyl-CoA
carboxylase

@-Subumnit

P-Subunit

BCKDHA (19q13)*

BCKDHB
(6p22—p21)*

DBT (1p31)*

DLD (7q31-q32)*

PCCA (13q32)*
PCCE (3q21-q22)*

Biochemical profile: Elevated plasma valine, leucine, isoleucine, and
alloisoleucine

Clinical features {molecular forms do not cormrelate with clinical forms
except that a high percentage of type II mutations are associated with
thiamin responsiveness):

In classic form, hypertonia, seizures, coma, death

In intermediate form, retardation, neurologic symptoms, full-blown picture
developing with stress

In intermittent form, symptoms only with stress (eg. fever, infection)

Thiamin-responsive form, similar to mild intermediate form

E3 subunit deficient form, similar to intermediate form but accompanied by
severe lactic acidosis because E3 is needed for pyruvate dehydrogenase
and @-ketoglutarate dehydrogenase

Acute treatment: Peritoneal dialysis, hemodialysis, or both; aggressive
nutrition management, including high-dose glucose, insulin, and special
hyperalimentation

Chronic treatment: Dietary branched-chain amino acid restriction, thiamin
supplementation as nead

Biochemical profile: Elevated plasma glycine, urine methylcitrate,
3-hydroxypropionate, propionylglycine, and tiglylglycine

Clinical features: Hypotonia, vomiting, lethargy, coma, ketoacidosis,
hypoglycemia, hyperammonemia, bone marrow suppression, mental and
physical retardation

Treatment: High-dose glucose and aggressive fAuid resuscitation during
acute episodes; for extreme hyperammonemia, may need hemodialysis or
peritoneal dialysis: for long-term management, controlled intake of
threonine, valine, isoleucine, and methionine:; carnitine supplementation;
biotin for responsive patients (see also multiple carboxylase deficiency
and biotinidase deficiency)

Puc. 16.2nexkmponnsiii kamanoe Merck



IIpu  pacnpeneneHur  MOHOTE€HHOM

IaToJIorum B COOTBCTCTBUM C KaTaJlOroM

Cmurra U Kiaccuukamnmen H.bnay,
I'.Xoddmanna oOHapyKEHBI:
* Hapymenus wetabonuszma DA wu

TEeTParuapoonoNnTepruHa

Hapyienus HeiiporpancMuccuu
Hapymenust 'ABA., rnunnna, cepuna u
MPOJIMHA

Hapyuienuns pacuienieHust THpo3uHa
Hapymenust merabonu3Ma rucTuiuHa

Hapymenus BAJIMHO-JICUIITMHOBOTO
MeTabonmn3ma

Hapymenus raMmma-riIyTaMHHOBOIO
LUKJIa

Opranuueckue aluaypuu

Hapymennst oOMeHa cepocoepsKamimx
AMUHOKUCIIOT

Hacnencrennbie runepaMMOHHUEMHH
Hapymenust oOmena OpPHHTHHA
nu3uHa, TpunTodaHa

Hapymenne Tpancmopra aMUHOKHUCIIOT

Hapymenus MUTOXOH/IPHAIBHOTO
OKHUCJIGHHUS ~ JKUPHBIX  KHCIOT U
MeTaboIr3Ma KETOHOBBIX TEl
Hapymenne Mmeraboian3mMa yrieBo0B
Mykomnonucaxapuao3bl
Onurocaxapuao3bl
Bpoxnennsie
TJIMKO3UJIUPOBAHUS
BpoxnenHsie HapyiieHus: MeTaboIu3Ma
MyPUHOB U MUPUMHUIUHOB

Hapymenust oOMeHa KpeaTHHOB
IIepokcucoMHBIE HAPYIICHUS
Hapymenust MHUTOXOH/IPUAITBHOTO
HHEPreTHYECKOro MeTabonm3ma
['eneTnyeckue IUCIUMONPOTEUHEMUHT
Hapymenust cunresa u wmerabonuzma
CTEpOUJIOB

Bpoxxnennsie HapyiieHuss OMOCHHTE3a
XOJIECTEPUHOB

[Moppupun

Hapyimenust cuHTe3a )KEIYHBIX KUCIOT
Hapymennst metabonu3zMa Meau HUHKA
U KeJesa-

Hpyrue metabonuueckrue HapyIIeHUs

HapyIICHUS

Tabmauua 3.

Hozonornueckue Gpopmel HacmeacTBeHHOM naTosorud, BeisiBiieHHbIe B XCMI'T] 8 2000-2008r.

Ne HaumenoBanue Bcero BrisiBiieno YiaeJaLHLIH Bec
3a00JIeBaHNS BBISIBJICHO BIEPBbIE B (oTHOC. YHCIIO
2009 ropy ga 1000
(adc.unci0) MANMEHTOB)

1. | Aaze cunapom 1 - -

2. | AapcbKOro CHHIPOM 4 - -

3. | Anuno3o-reHuTanbHas AUCTPOPUs 5 1 0,029

HEHCTUHHAs

4. | AIpeHOreHUTAIbHUN CHHIPOM 8 2 0,068

5. | AkpoocTeonu3 4 1 0,029

6. | Akpouedanocunmaktinus (AJl) 1 1 0,029

7. | Amonenus 12 5 0,180

8. | AnpOuHu3M 2 - -

9. | Anpnopta CHHAPOM 8 - -

10. | AMuHOAnMOOIATHUSA 17 1 0,029

11. | AMuHOAMIONATUS TPAH3UTOPHAS 5 1 0,029

12. | AMuHOAnuypus reHepaTn30BaHHas 1 - -

13. | Amuorpoduueckuiinii 60KOBO CKIepo3 2 1 0,029

14. | AMuotpodust HeBpaibHas 1 1 0,029

15. | Amuorpodus cnmHaibHas 1 - -

16. | AarenpmMaHa CHHIPOM S - -

17. | Apnonbna-Kuapu cuaapom 4 1 0,029

18. | Axonaporutazus (AJ]) 14 4 0,140

19. | Auepynormia3MUHEMHS 1 - -

20. | Aumo3 noyeyHbldl TYOYIIpHUMA 2 2 0,068




21.

Anmnypust anbda-aMIHOATUITHHOBAS

2
22. | Atuaypus apruHUHSHTapHAS 2 - -
23. | Aumaypusi raMMa-aMHUHOOYTHPOBast 7 1 0,029
24. | Auuaypusi raMMa-aMUHOTIIYTapoBast 1 - -
25. | Aumnypus rayrapoBas 3 2 0,068
26. | Auuaypusi opranudeckas 61 2 0,068
27. | Atuaypus mponuoHOBast 4 - -
28. | Aumnypus hymapoBast 1 - -
29. | bekButa-Bunemana cunapom (AJ]) 9 3 0,090
30. | bepa cunapom 2 - -
31. | bepapaunemu curapom (AP) 1 1 0,029
32. | bukcnepa cuHAPOM 10 1 0,029
33. | bnoxa-Cynbioepra CHHIPOM 26 14 0,500
34. | BaapuenOypra cunapom (A1) 1 1 0,029
35. | Banunemus 2 - -
36. | Beiinsg-Mapue3anu cuHIpoM 6 1 0,029
37. | BuBepa cunapom 2 - -
38. | Bunscona-KonoBanoBa 6051e3Hb 10 - -
39. | BunbsiMca cuHapoM 8 - -
40. | Buckorra-Onapruya CHHAPOM 1 - -
41. | Butuauro 4 2 0,068
42. | BpoxaeHHas nxTuo30hopMHast 3 - -
OyJie3Hast SpUTPOJIEPMUs
43. | BpoxxaeHHas HeIIepeHOCUMOCTh (PYKTO3BI 2 1 0,029
44. | TanakTo3eMus 4 1 0,029
45. | TannepBopaena-llInarmna cuaapom 2 - -
46. | 'aarmuo3nno3-Gm 1 1 - -
47. | 'emanrnoma 22 9 0,320
48. | 'emanrnoma KaBepHO3HAs 4 4 0,140
49. | 'emanrnomaro3 18 5 0,180
50. | 'mapokcunpoarHEMuUs 2 - -
51. | T'uapornedanus BpoKIeHHAS 2 2 0,068
52. | 'unepamuHoOaACMUS 3 - -
53. | 'unepamuHOAMTYPHS 1 - -
54. | 'unepaMMoHHEMUS 10 5 0,180
55. | 'unepanaporenus 1 1 0,029
56. | 'unepOunupyorHeMus 1 1 0,029
57. | 'mnepraunuaeMust 7 - -
58. | l'uneprauuunypus 3 - -
59. | l'unepnuznHemMust 3 - -
60. | 'unepokcunpoauHypuUs 21 2 0,068
61. | ['unepnponakTHHEMUS 4 4 0,140
62. | l'unepnponunemus (AP) 11 4 0,140
63. | ['unepnponunypus 13 1 0,029
64. | 'unepdennnarannHEMUs 22 4 0,140
65. | ['uno-6era-nmunonporenHeMus 1 - -
66. | 'unomenano3 Hto 20 4 0,140
67. | ['unmomia3ust KOpbI HAMOYECUYHUKOB 1 1 0,029
BPOXKICHHAS
68. | 'mnomiazust smanu 3y00B 1 - -
69. | ['unoTupeos BpoxIeHHBIN 37 5 0,180
70. | 'unoTupeo3 TpaH3UTOPHBIN 12 1 0,029
71. | Tunogocdarasus (AP) 6 1 0,029




72. | T'unoxouaporutazus (AJ]) 10 - -
73. | I'uctuauHemMus 1 1 0,029
74. | l'uctuaunypus 1 1 0,029
75. | 'mctuounros X 1 - -
76. | I'mukoreHos 1 - -
77. | l'onbeHxapa CUHIPOM 1 - -
78. | 'onpieHxapa CHHAPOM 7 2 0,068
79. | l'ombia cuaIpPOM 4 - -
80. | 'omouucTuHYpUs 32 15 0,540
81. | I'opmuna-TI'onbria cunapom (AJT) 44 10 0,360
82. | 'omie 601€3HB 3 3 0,090
83. | I'panynemaTo3 XpOHUYECKUMA 1 - -
84. | lle ns1 Typerta cuHIpomM 2 - -
85. | Jle Tonu-J/leOpe-DaHKOHU CHHAPOM 1 1 0,029
86. | lenau-Yokepa cUHIPOM 1 1 0,029
87. | JedexT mocTTpaHCIsIIMOHHON 1 - -
MoAnbUKAIIH JIN30COMAITBHBIX (PEPMEHTOB
88. | Aepuuur GAMT-depmenra 1 - -
89. | dedbunut ammmn-CoA-aeruaporeHassl 3 - -
KUPHBIX KHCIIOT
90. | dedunut Butamuna D 1 1 0,029
91. | lebunmt raMMa-TIIroTaMUITPpaHCPEpas3bl 1 - -
92. | leduuuTt JIIOTEMHU3UPYIOLIETO TOPMOHA 1 1 0,029
W30JIMPOBAHHBIN
93. | eduuut MHOKECTBEHHBIX KapOOKCHIIA3 1 - -
94. | lebunut NpoJIMHOKCHIA3bI 1 - -
95. | luabet Hecaxapusbiit (AJ]) 6 2 0,068
96. | lucaxapumasHasi HEJOCTATOYHOCTh 6 2 0,068
97. | AuchyHKIus KOpbl HAIMOYSUHUKOB 3 2 0,068
BPOXKJICHHASI
98. | Mropunra curgpom (AJl) 1 1 0,029
99. | XKwmibbepa cuaapom 14 3 0,090
100} Mxtno3 Bynbrapusiii (AJ]) 16 6 0,210
101} Nxtuo3. ®peiiga cuaapoM 1 1 0,029
102} KamypaTtu-OHreipMaHa CHHIPOM 2 - -
103} Kapnuonarusi BpoxxaeHHas 1 1 0,029
104| Kaprarenepa cunapom (AP) 2 2 0,068
105} Kennu cunapom (AJ]) 1 - -
106} KeparunoBas 6011€3Hb 6 4 0,140
107| Keparoaepmusi BpOXKICHHAs 4 4 0,140
108} Keparto3 ¢poaukyasipHbIi 1 1 0,029
109| Kepuenuu ne Jlanre cunapom 8 3 0,090
110} Kepuca-Ceiipa cunapom 12 3 0,090
111} Knunnens-TpeHoHe CHHIPOM 32 5 0,180
112} Knunmens-Deinst CHHAPOM 7 - -
113} KokkeliHa cHHAPOM 6 3 0,090
114 «Knenoporo cupomna» 001e3Hb 2 - -
115| Kosutaregomnatus 7 6 0,210
116| Kpannodapunruoma 1 1 0,029
117| KpanuBHuIIa IUTMEHTHAS 3 - -
118| Kpurnepa-Hatisipa cunapom 4 3 0,090
119} KcanTomaro3 1 - -
120 Kyrennbepra-Benanaepa 6ose3Hb 3 1 0,029




121| JlakTo3Hast HEIOCTATOYHOCTh BPOXKICHHAS 8 2 0,068
122| JlakTo3Has HEAOCTATOYHOCTh BTOPUYHAS 4 3 0,090
123] Jletikoguctpodus (AP) 2 2 -
124 Jlelikoguctpodusi MeTaxpoMaTHUECKast 3 1 0,029
125] Jleitkoguctpodus cynanopuabHas 2 1 0,029
126/ Jlenna cuapom 1 - -
127| Jlema-Heiixana 60oyie3Hb 3 - -
128| Jlema-Huxena cunapom 3 - -
129| JIuzocomuast 60JIe3Hb HAKOTUICHUS 2 - -
130} JIumbenema HacaeACTBEHHAS 3 - -
131} Jlunonno3 rmra3mMaTHIeCKHid 1 - -
132| JIumoMaTo3 MHOXKECTBEHHBIN 14 5 0,180
133| JIurtna cuaapom 1 1 0,029
134| JIyu-bapp cunapom (AP) 2 - -
135} Mak-Kyopu cunapom (AP) 1 - -
136| Makkptona-Onbpaiita CHHIpOM 5 - -
137| Mapmania CHHAPOM 5 1 0,029
138} MacronuTo3, KcaHTtoMaro3Has (popma 4 - -
139| Maddyuun cuaapom 1 - -
140| Me3omenuueckas nucriiasusi Peitaxapa- 1 - -
Ieiipdepa, (A1)
141} MenanogakomMaTos 1 - -
142| Muacrenus 6 3 0,090
143| MuxkpocheporutapHasi aHeMUs 7 1 0,029
144| MuonaTust BpOXKACHHAs 4 2 0,068
145} Muotonus TomceHa 4 - -
146 MutoxoHapronaTus 113 20 0,720
147| Mopransu-Crroapra-Mopensi CHHIpOM 1 - -
148| Myxkononucaxapuao3 6 4 0,140
149| Mykononucaxapuaos, Tam [ 4 - -
150| Myxkononucaxapuno3s, tum 1 3 - -
151} Msimeynas nquctpodus Epba, Tum [TA 1 - -
152| Mermeunas quctpodus Jlanmysu- 2 - -
Jexepuna(AJl)
153| Mpsimeynast quctpodus nporpeccupyromas 11 7 0,250
154 3-MeTUIKPOTOHWITITUITUHYPHUS 1 - -
155 MELAS-cunapom 13 4 0,140
15¢ MERRF-<cunapom 5 - -
157 MNGIE-cunapom 7 3 0,090
158| Hapymienue BcachiBaHUS YTJIEBOJIOB 2 1 0,029
159| Hapymienne oOMeHa aMUHOKHUCIIOT 24 12 0,430
160| Hapymenre oOMeHa aMUHOKHCIIOT C 3 - -
pPa3BETBJICHHOM LIETIBIO
161} Hapymenune oOMeHa GeJIKOB 7 2 0,068
162| Hapymienne oOMeHa BeniecTn 206 180 6,520
163| Hapymienue oOMeHa TITMKO3aMUHOTIINKAHOB 1 1 0,029
164| Hapymienne oOMeHa XUPHBIX KUCIIOT 17 10 0,360
165| Hapymenue oomena kansiius u pochopa 4 3 0,090
166} Hapymenne oOMeHa JUIHI0B 4 3 0,090
167| Hapymenue oOMeHa MUHEPAJIOB 12 8 0,290
168| Hapymienue oOMeHa MOYEBOM KHUCITOTHI 2 1 0,029
169| Hapymienne oOMeHa mypHuHOB 33 4 0,140




170| Hapymenue oOMeHa cepocoaeprKaIinx 29 21 0,760
AMHHOKHUCJIOT
171| Hapymienue oOMeHa COeTUHUTEITbHON 73 64 2,320
TKaHU
172| HapymieHne npomMeXyToqYHOTr0 0OOMeHa 6 2 0,068
173| Hapymienue TpaHCOpTa aMHHOKHCIIOT 1 - -
174| Hapymienue oOMeHa METHOHMHA 52 40 1,440
175} Hapymienue nmkia MO4e€BUHBI 5 3 0,090
176} HapymieHne sHepreTH4eckoro ooMeHa 1 1 0,029
177| HacnencreenHnas remoriioonsomnarus H 1 - -
178| HacnencTBeHHAst TeMOTJIOOMHOIIATHS 1 - -
HEYTOYHEH.
179| HacnexncrBenHas cimHoLepeOeuisspHa 3 1 0,029
aTaKkcus
180 HeBponarwusi MOTO-CEHCOpHAs 11 6 0,210
181} Hemyc 64 2 0,068
182} HeByc BonocaThlit 1 - -
183} HeByc nurMeHTHbIH I 6 0,210
184| HeByc canbHBIX XKeje3 JMHUIHHBINA 1 1 0,029
185| HeByc CerTOHa 6 2 0,068
186| HenocrarouHocTh asib(ha-aMUHOTPUTICHHA 2 - -
187| HeiipokoxHbII MeTaHO3 11 4 0,140
188| Heiiponatus Jlebepa 4 1 0,029
189| Heiipocencopnas rayxora (AJl) 3 - -
190/ HecoBepimieHHBII OCTEOTeHE3 36 8 0,290
191} HedponaTtus gucmeradboandeckas 1 - -
192} Hynan cunapom (AJ]) 20 1 0,029
193] OnuBo-noHTO-TIepeOEIIIIPHAS IeTeHepaIus 6 1 0,029
194} Octeonopo3 HaclIeACTBEHHBIN 3 1 0,029
195] Ocreocknepos. HenocrtaTounocts 2 - -
kapOanruapassl V
196/ Ocreoxonaponarus 1 - -
197| ITaHrUIONUTYUTAPU3M 1 - -
198| INapannerus L tpromnens 7 0,029
199| INonnumo3 ropranu 2 0,029
200} Hopdupus 7 - -
201] IMponmunypus 5 3 0,090
202| Ilcepmorunonapatupeos 4 1 0,029
203] IIsepa-Pobena cunapom 3 - -
204} Paccena-CuiibBepa CUHIPOM 17 5 0,180
205| Paxur Butamun D-3aBucuMbIil 4 4 0,140
206} PeitHo cunpom 2 2 0,068
207} Penaro-Ocrepa 6onesnn (AJl) 14 7 0,250
208| Perra cunnpom 9 2 0,068
209| Purepa cungapom (AJ]) 2 - -
210} PobunoBa cuHapOM 4 1 0,029
211} Poro-nuiie-naaplieBUil CHHIPOM 4 2 0,068
212| Cexkens cuagpom (AP) 4 - -
213} CuHapoM MOJIMKHCTO3a SUYHUKOB 3 1 0,029
214| CucremHas CKeJleTHas AUCIUIA3US 29 13 0,470
215} Cmura-Jlemnu-Onuna cuHApOM 2 1 0,029
216} Coroca curapom (AJ]) 10 3 0,090
217} CniuHanbHa MblIIeYHast aTpopust 5 2 0,068




218} CnunanbpHa MBIIIeYHast aTpodus JETCKOTO 8 - -
Bo3pacta, tui II
219| CniunanbpHa MbIIIeYHast aTpoQust JETCKOTO 2 - -
Bo3pacta, tui III
220} CnunanpHa MblmeyHas arpodust, Tam [ 3 - -
221} CnunanbHa MblieyHas atpodust, tan 11 1 - -
222} Cruknepa curapom (AJ]) 5 - -
223| TectukynsapHoOi eMHUHU3ALUT 3 1 0,029
cunpom (AP)
224} Tupo3uHemus 3 2 0,068
225| TopcroHHa TUCTOHUS 6 2 0,068
226} TpuntodhaneMus 1 - -
227} TpombonHTONIEHUYECKas NypIypa 1 - -
228} Tybynomarus 29 I 0,250
229| Ty6ynonatus. Pocdaranader 2 1 0,029
230} Ymepa curaapom 7 1 0,029
231} ®aHKOHHW CHHIPOM 2 - -
232} ®apa cuHIpOM 1 - -
233} depmenTonaTUs 11 8 0,290
234| ®ubpoenactos dHAOKApIA 1 - -
235} ®ocdar-guader 13 3 0,090
236| ®panveckertu cungpom (AJl) 2 - -
237| ®pumena-lllennona cuaapom 2 - -
238| ®poHTOHA3AIBHA TUCTIIA3HS 11 - -
239| Xanepmana-IlITpaiida cunapom 2 1 0,029
240} Xonrta-Opama cUHIPOM 6 1 0,029
241} XoHIpoaucIuUIa3us 16 4 0,140
242| lennakus 14 5 0,180
243| llenbBerepa CHHIPOM 1 - -
244| Tlepebpo-onuBapHas arpodust Xonmca 1 - -
245| Iuncepa-Demana-Koymna cuaapom 1 - 0,029
246| HutpynuHemus 1 - -
247| lleitepmana-May cuHIpoM 1 - -
248| lltunnepa CHHIAPOM 14 - -
249| llItypre-Bebepa cunapom 23 7 0,250
250} DxroaepManbHas TACTIIA3HS 7 4 0,140
aHTUJIPOTUYECKAs
251} Dnepca-Jlanioca CHHIPOM 1624 35 1,260
252} Dnepca-/lannoca CHHIPOM, HapyIIEHUE 3 - -
(dhonaTHOrO MUK
253} Duuedanomuenonartus Jn 2 - -
254} Dnuaepmonns Oye3HbIH 10 3 0,090
255| DpuTpouuTapHas SH3UMONATUS 7 1 0,029
[uTorenernueckue UCCIICIOBAHMS Oomree KOJINYECTBO IIUTOT€HETHYECKUX
YTOUHSIIOIICH JIHArHOCTUKH TMPUOOPETAIOT BCE nccinenoBanuii 3a mociueaaue 10 mer cocraBuiio
OoNbIIMA BEC MOTOMY, UYTO T'€TEPOXPOMATHH 12249 KapUOTHUIIOB, [IATOJIOTUYECKHE

cTal yKa3aTeyeM HapyILIEHHOI O
AIUT€HETUYECKOTO CTaTyca, HMEHHO 4Yepes
KOMITAKTU3ALNIO-ACKOMIIAaKTH3ALH IO

XpOMAaTUHA TPOUCXOAUT PETyJSALUs TEHHOU
JKCIPECCHH C TMOMOIIBID METHUIMPOBAHUS.

KapuoTumibl oOHapykeHsl B 13-15% cmydaes.
Onn BrimouaroT 448 aneymionanii (124 u3 Hux
— ™o3anunbie  ¢Gopmbel), 201 CTpyKTYpHYIO
aHoManuio, S22mnonumopdusma.




«3amac» HCYTOYHCHHBIX JHUAarHo30B

ocraercs TUPOKUM u MpEeICTaBJICH
MaIMeHTaMH c BBIpQ)KEHHBIMU
Heaud hepeHIUPOBAHHBIMU MPOSIBJICHUSIMU

COeMHUTENbHO-TKaHHON aucriasun (5336) u
Heau(GepeHIUPOBAHHBIMU ME30IePMATbHBIMH
mucriasusmu (5423). PassuTre MOJIEKYISIPHO-
reretuueckux MetonoB (UUII-texHomoruun) u

caMbIX COBpPEMEHHBIX OMOXMMHYECKUX
MCCIIEIOBAaHUM MPEBPATUT ATOT 3amac B MOTOK
YCTAaHOBJICHHBIX JUAarHo30B, a 3HAYUT — U

aJICKBATHOI'O NaTOTCHETUYCCKOI'O JICUCHMU .
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C 1999. B OObenuHeHun «l eHeTHKa»
BhIMoNiHsieTcs:  [Iporpamma  reHETHYECKOro
Mouutopunra BIIP, kotopas mno3Bosiser He
TOJBKO CyIHTh O auHamuke yactor BIIP B
MOMYJISIIMK, HO M o0ecrneuynBaTh MEIUKO-
F€HETUYECKOM TOMOIIBI0 CEMbH, HMEIOIINE
nereid ¢ BIIP B mepBwrie mecdlnbl xku3Hu. B
2000-2010rr. 6245 netam ¢ nersm ¢ BIIP He
TOJIbKO YTOYHEH JAHarHo3, HO M IMpOBeJeHa
COOTBETCTBYIOIIAsl KOPPEKIMs, Tepamus WIn
peabmuranust (puc. 17).

825 810

2000 2001 2002 2003 2004 2005 2006 2007 2008 2009 2010

Puc. 17.Konuuecmeso demeiti 1-20 200a sicuznu, npokoncyromupogantuvix ¢ XCMI'L] coenacno
Ilpocpamme eenemuyeckoeco MOHUMOPUHEA

Taobmuua 4.

Ho3zonoruueckue ¢popmsr MBIIP, yrouHeHHbIe y feTel IEpBbIX MECALEB )KU3HU B IIPOIIECCe
reHeTudeckoro monutopunra B 2009romy

HacaencrBeHHbIE CHHIPOMBI

KoaunuecTBo aereit

AJIBOUHU3M TI1a30-KOKHBIA

ApTporpumno3s

AXxoHpaporniazus

I'epmadpoauTuzm

NxTtnos

Kpanuocunocros

Jlumpenema | Tun

Mactomuros

HeitpokoXHbII MeTaH03

Heiipopubpomaros

HecoBepmieHHbIl 0CTEOTeHe3

Pacceauuniii anrnomaTos

C. Aaze

C. ApeHOreHUTaIbHBIN

C. AxpoueanonoarCHHIAKTUITIS

C. Apnosbna-Kuapu

C. I'unepTpuxo3 yHEBEpCAIBHBIN
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C. IIpepa-Pobena

C. PyOunmreiina-Teiiou

C.bnoxa-Cynbrbeprepa

C.Bunemana-bexsura

C.Bunbsamca

C.I'onbnienxapa

C.Knunnens-Tpenone

C.Kopuenuu-ne-Jlanre

C.Kpurnepa Hosipa

C.Jlenma

C.Mapdana

C.Meunkeca

C.ITomanpma

C.HOJ’II/ICI/IHI[aKTI/IJ'II/II/I

C.Ilpanepa-Bumm

C.Paccena-CuibBepa

C.Cmura-Jlemnn-Onnita

C.DpanyeckeTT!

C.IITypre-Bebepa

CI/IHI[aKTI/IJ'II/Ifl IMOJIHasA

Ty6epo3Hsblii ckilepo3

docdar-nuader

Bcero

gl—‘l—\l—‘wl—\l—‘l—\l—‘l—\l—\l—‘l—\l—‘l—\l—‘wl\Jl—‘l\Jl—‘l—\N

Uucno  mpeHaTalbHO  BBISBIICHHBIX
BPO’KJCHHBIX TTOPOKOB Pa3BUTHSI UMEET YETKYIO
TEHJCHIMIO K POCTY 3a CUET BO3PAcCTaloLIEro
yyclia BUTaJIbHBIX (OpPM Kak CIEeACTBHE
MOSIBUBIICHCSI ~ CIOCOOHOCTH  HE  TOJBKO
CMOTPETh B OKHO YJIbTpa3ByKa, HO U BUJETh B

176

183

130 138

o)}
o)}
o)}
—

Puc. 18.Yucno MNPCHAaTAJIbHO BBIABJICHHBIX BPOXICHHBIX ITIOPOKOB PA3BUTUA

2000
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2002
2003
2004

160

2005
2006

HeM HyxkHoe. Co3nanue LlenTpa npenaraabHOM
nuarHoctTukd B coctabe XCMI'T] mepeBogut
AKIIEHTHI Ha MIPEHATAIbHYIO TuarHoctuky BIIP,
aCCOLMMPOBAHHBIX c HacJIeICTBEHHBIMHI
00se3HIMU OOMEHAa, HE CY)XHBas €€ JIHIIb [0
XpOMOCOMHBIX Oone3neit (puc. 18).
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pe3Koe YKOpOUYECHUE KOHEUHOCTEH

nedopMarusi T0O3BOHOYHHUKA

Puc. 19. Hecogepuennsiii ocmeozenes

RESIINAL MEDICAL GEWETIC CENTRE. KHARKOW
» 11-36-98
13:42: 18
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KOTOPBIE€ HAIIOMUHAIOT
MOILIOHKY

REGIGNAL MEDICAL GEMETIC CENTRE. KHARKaY

; 3.5 5}‘! PH 72 %
' dibde | 1% | Ana-e heiaet ' Exr’

I'mneprutasus
HAJTOYEYHHUKOB

['uneprnaszust OOMBIIKX MOJIOBBIX I'y0

Puc. 20.Aopenocenumanvuwiii cunopom

B COOTBETCTBUU c ZIOrOBOPOM 0
COTPYAHMYECTBE C JETCKUMHM KIMHUKAMH
ropoJia Ha NpOoTAKCHHUU MHOT'UX JICT BCCX [[GTGI\/'I
c MOI03PEHUEM Ha HAaCJEACTBEHHYIO

MaToOJIOTHI0O  OCMAaTPUBAIOT  BpPauM-T€HETUKHU
BhicIIeH  kBanudukanuu. J[omomHUTETHRHOE
obcnemoBanne  mpoBogutcs B XCMI'I]
(tabma. 5-7).

Tabmuma 5.

Ha0Omronenue 1.

[Manuent Uiabs, 4 mec. JlnarHos npy HanpaBiIeHUU: JaKTa3Has HEAOCTATOYHOCTD?

YKanoOsr:

YaCTBIN )KUIKUN CTYII, CPBITUBAHKE, PBOTHI, THIIOTPO(HUS




AHamMHeE3!

Pomuncs ot V 6epemerHocts, poasl |l B 8-10nexens 6epemenHOCTH
KOHTAKT ¢ 0OJIbHBIM MOHOHYKJI€030M. B 11-12Henens neueHue
TOKCOIIJIa3MO03a, YPEeoIIa3Mo3a.

Bec npu poxxaennn 4000r, poct 55cm.Ha 9 cytku peGeHOK mepeBe/ieH B
OTJIeJICHHUE MTATOJIOTUU HOBOPOXKIECHHBIX C IMATHO30M: BPOKICHHAs
nepcuctupyromas nHpekuus, nopaxenue [{HC, neyenu, xonecras.

[ umepxpoMHas aHeMusl, SHTEPOIATHs, MaTbadcopOIus, runorpodust | cr.

PonocioBHas

Cub6c (I pebenok) ymep B 2,11mec. Jlnaruos: uHdapkT B 00J1aCTH
[MOJAKOPKOBBIX SIEP JIEBOM TEMEHHOU J0JIU. [[ByCTOPOHHSS HUKHEOJIEBAs
04aroBasi THEBMOHUS (CEpO3HO-IeCKBaMaTHBHAsI), OTEK JITKUX, OTEK TOI.
MO3ra.

Pe3ynbTaThl
oOceoBaHuUs

['X-MC oprann4eckux KUCIOT MOYH: T aIUIMHOBOH, 3-
CUIPOKCUCE0AMHOBOM, CHOEPUHOBON KHCIIOT.

TMC - 111 KOHLIEHTpalUU T'MIPOKCHUIMPOBAHHBIX JIJTMHHOLIETIOYEUHBIX
PKUPHBIX KUCJIOT — HEAOCTaTOYHOCTh MUTOXOHIPHATIBHOTO
TpU(YHKIIMOHATLHOTO OeliKa

Tabmuma 6.
HaOmroneunune 2.

[TamuenT
Marseii, 7 M.

/[uaenos npu nanpaenenuu: KonploralinoHHas )XenTyxa, ruiponedanbHbIH
CHHJIPOM; CHHJPOM TOHYCHBIX HapylIeHUH

YKanoOstr:

BripakeHHass HKTEPUYHOCTh, MPAMOPHOCTH KOXHBIX TOKPOBOB.

AHaMHeE3!

bepemennocts |, 6e3 ocnoxxkaenuit. Bec mpu poxaennn — 3600p. 53cm. C 3
ITHSI )KU3HU UKTepHUUHOE (IMMOHHOE) OKpaIlluBaHUE KOXKH, CKIIEp.
[IcuXOMOTOpPHOE Pa3BUTHE B Mpe/esiaX HOPMBI.

Pesynbrarsl
o0OcIe10BaHusA

ACT- 0,57,AJIT — 0,23,3— JIII -45, xonecrepun — 4,05,menounas pocdaraza —
5600,6mmupyoun: 150 fpsmoii 102, nenpsimoit — 48),xene3o kposu 4,53 (N
7,2-17,9)

[TpsiMoe aBTOMaTH4YEeCKOE CEKBEHUPOBaHUe - MOMCK MyTanuii B rene UGTIAL B
MIPOMOTOPHOM 00JIACTH T'eHa 3apPETUCTPUPOBAHO YBEIMYCHHUE YHCIIA
TPUHYKJICOTUIHBIX TOBTOPOB B OJHOM U3 XpOMOCOM, UYTO MPUBOAUT K CHHKECHUIO
AKTUBHOCTH Oenka ypunuaaudocdarraukosmirpanchepassl. B sx3onax 2u 4
rena UGTIAI Obutn BesiBiieHB! MyTanu ¢.1176+2, 1176+5deltaage.1130 G
>T (Gly 377 Val)B rerepo3uroTHOM COCTOSHUH.

OxonyamenvHulil ouaeno3. cuaapoM Kpurnepa —Haitsipa.

Tabmumna 7.
HaoOmronenue 3.

[TarmuenT
JleB, 11 mec.

/[uazcno3 npu nanpasnenuu. Jlelikoguctpodus? bonesns [Tomne? bonesns [Nome? OA?

YKanoOsr:

rpy0as 3a/iepikKa ICUXOMOTOPHOTO Pa3BUTHS, COHIIMBOCTb, IEPHOIUICCKHIE PBOTHI,
CBSI3aHHBIE C IPUEMOM IUIIH, TOTIEPXUBAHKE, «B3MaXHU», IOJEPrUBaHUE PYK,
YBEIMUEHUE OKPYKHOCTH T'OJIOBBI, HEOOBIUHBI 3al1ax MOYU B JKapKUE JTHU.
3aTpyHEHHOE UTYMHOE JIbIXaHUe, TeTpanapes, KOHTPAKTYPbl KOJIEHHBIX CyCTaBOB.

AHaMHe3!

bepemennocTs |, Tokcuko3s, anemusi, ®ITH. Ponbr — kecapeBo ceuenue. Macca — 3900
r, pocT - 57cM, onienka o Anrap 7-86. C 1,5mMecsiieB HaOmo1aeTCa HEBPOJIOTOM IO
moBoay runep-po3oyaumoctu. Yacto 6oen OPBU, 6porxuTom, maeBMonueit. [Tocie
Ka>K710r0 3200JIeBaHUS — yTpaTa HABBIKOB.

SIMPT ro.
Mo3ra

JlaHHBIC B MOJB3Y JIeHKOAHIIe(aTONaTHH HESICHOTO TeHe3a. Pacimmpenre 00KOBBIX
PKCITYJOYKOB U HO,Z[O6OJIO‘-I€‘-IHBIX IMPOCTPAHCTB




J{omoHuUT.

COCTOSAHHH.

['X-MC oprannyeckux kucioT mouu, TMC —6e3 maTosorus.
MCCIIeIOBaHMS [JH3MMOAMATHOCTHKA: | aKTUBHOCTH OeTa-D-Tanakro3uaassl.
/THK -nuarnoctrka: Amamue3— mytanus H281V B BOCbMOM 3K30HE B TOMO3HTOTHOM

Oxonuamenvuviu ouazroz. GMI1raurnuo3snnos

Bricokwuii YPOBEHb KJIMHUYECKOMN
OIICHKH (DCHOTUMHYECKUX JIaHHBIX, HCTOPUH
KU3HH W OosiesHM  OOJIBHOrO,  aHAJIW3
POJOCIOBHOM  CeMbM  TO3BOJWJI  Bpadam

FeHETUKaM 00eCIEUYUTh TOYHYIO KIIMHHUYCCKYIO
JAUArHOCTUKY,

TNOATBCPIKACHHYIO 3aTEM

WHIUBUIYAIBHO mog00paHHBIM
JOIIOJIHUTEILHBIM OMOXUMHUYECKUM,
MOJICKYJIIPHO-TEHETUYECKUM u

MOpGOJOTHUECKUM HUcclienoBaHueM (puc. 21-

39).

Puc. 22. MNGIE-cunopom. [lorumopgpusm: htzg 677 C/T MTHFR, hmzg 66 A/G MTRR



Puc. 23.Pebenox K.
Jluaenos npu nanpasnenuu. acguxcusi. Cyoopooicuuiil cunopom. Omek 201081020 Mo32d.
Ymounennwiii ouacnos. Memabonuueckuil kpus. HEO scupnvix kuciom. I'omoyucmunypus, [ mun

Puc. 24. Jluaenos npu nanpasnenuu: BIIP [[HC. I'uopoyeghanus.
Ymounennwiii ouaecnos. BIIP [[HC. Kucmobi 201081020 Mo32a. Hapywenue obmena HcupHvix KUCIOm.
Hapywenue oobmena cepocooepocawux amunoxuciom — noaumoppuszm 6 cene MTRRg comozucommnom
CcOCMOosIHUU

FIR NN i

Puc. 25.Cunopom Petie



Puc. 26.'unepammonemuu

Puc. 27. Hapywenue cepocodepaicauyux AMUHOKUCIOM



Puc. 28.Cunopom Cmuma-Jlemnu-Onumya

Puc. 29. Hetipoxooicnoiii menanos

Puc. 30.1 uxonesas ayudypus



Puc. 31 Hapywenue netipompacmumepos

Puc. 32.Hapywenue obmena HupHuix KUciom

Puc. 33.Kucmul 2on061020 Mo3ea, Hapyuwienue 0OMeHa HCUPHLIX KUCTOM



Puc. 34.Tayuc-bpoxca

Puc. 35. @enomunwvt 60rvnvix ¢ MNGIE-cunopomom u HapymeHueOﬂaﬂzo yuxia
(66 A/G MTRRg comoszucomuom cocmosiuu)

Puc. 36.Cunopom Cexxens



Puc. 37. 4&X+22pS. MBIIP

Puc. 38. COFS:unopom. Amunoadoununosas ayudypus



Puc. 39.Amunoaoununosasn ayudypus

OcHOBHBIC HaITpaBJICHUA HAYYHOT'O

noucka llentpa ObuTH:

1.

Tpynoa  E.A. (C'pewanuna  E.S1.)
«CpaBHUTEIbHAA OIlEHKAa J1a0OPATOPHBIX
METOJOB JUAarHOCTHKM TOKCOILUIa3Mo03a B
YCIIOBUSAX KIMHUKU.

I'peuanuna E.A. « IpeHaraibHOE
HcCcIIeJOBaHUE u nporiakTUka
CTPYKTYPHBIX aHOMAJIUA TUIOAA».
borateipeBa P.B. «Ponp BpoXACHHOU U
HACJIEICTBEHHOM MaTOJIOTUN B
PENpPOIYKTUBHBIX MOTEPAX CEMBU.
Monoman JI.B. «Knuanmka, reHeTuka "
paHHSs AMarHOCTUKA (PAKOMATO30B».
3neiockas E.II. Poms Manplx a"HoMaiwui
pa3BUTHUSL B JAMArHOCTUKE HACJIEICTBEHHBIX
Y BPOXKJICHHBIX 3a00JICBAHHM Y ICTCH».
Xpuctuu A.B. «MonexkynspHo-
LUTOT€HETHYECKHE UCCJIEIOBAHMUS
XPOMOCOMHBIX aHOMAJIMM B MOCTHATAIbHOMN
U MIPeHaTaJIbHONU TUArHOCTHKE MPH MEIUKO-
F€HETUYECKOM KOHCYJIbTUPOBAHUM.
I'peuanuna 10.b.  «/lmarHocTuueckue
KPUTEPUU CHUMIITOMAaTUYECKUX SIUJIETICUH,
ACCOLMUPOBAHHBIX €  XPOMOCOMHBIMHU
HapyLICHUSIMU .

babamxkansay E.H. «KinnHnko-regernueckue
MOAXOAbl B TMPEHATATbHOM JIUArHOCTUKE
BPOKJICHHBIX MOPOKOB pa3BUTHA
MOYEBBIIETUTEIBHON CUCTEMBI TIJI0OJIA U UX
MOCTHATAIBHON KOPPEKLIM.

9. XKanan N.A. «MHuoromepHas
XapaKTepUCTHKA IUIOJHOTO  sWIa  MpH
MPEHATATBbHOW JTMAarHOCTUKE BPOXKICHHBIX
MTOPOKOB Pa3BUTHSIY.

10.Kagan WM.A. «Cucrema mnepuHATAILHOTO
MIPOTHO3UPOBAHUS, JIMarHOCTHKHU u
poUIaKTUKH BHYTPHUYTPOOHBIX
nH(pEKIii Ha OCHOBE W3YYEHUs KIMHUKO-
FEHETHYECKUX OCOOEHHOCTEH CEMBH.

11.T'ycap B.A. <« Ouenka MHOroobOpasus
ramjaoTunoB  MutoxonapuaidsHod  JIHK
HaceJeHusl Y KpauHbI».

12.HoBukoBa 1.B. «CB00OOIHBIE
AMUHOKHCIIOTBl KPOBU B JHArHOCTHKE
HacCJIeACTBEHHBIX 00JIe3Hel oOMeHa y AeTei
BBICOKOT'O TCHETUUYECKOTO PUCKA».

13. Maiibopoaa T.A. «IpeHaTanbHbIC
JMarHOCTUYECKUE KpUTEPHUH
HACJIC/ICTBEHHBIX 3200JICBaHHIA CKEIeTa.

14.byraeBa E.B. «ComnocTaBieHHe
KITMHAYECKUX " OMOXUMHUYECKUX
dbeHOTHIIOB TpU  CHHIpOME  Jrepca-
Jlanmoca».

15.BacuibeBa O.B. «KIIMHUKO-TEHETUYECKUE
XapaKTePUCTHKH OOJBHBIX C MPOSBICHUIMHU

3K30KpI/IHHOﬁ HEAOCTAaTOYHOCTH
HO,I[)KGJ'Iy,I[O‘-IHOfI KEJIE3bl W CHUMIITOMaMH
MMaHKpeaTuTa».

16.Mamanuyk JIL.M. <« umoriasus IUIaneHThI
KaK yJIbTPa3BYKOBON MapKep BPOXKIECHHBIX
MTOPOKOB Pa3BUTHUS».



17.Yepnsiera 10.B. «Tpmn YpOBHS
npOopUIAKTUKA BPOXIECHHON u
HACJIEJCTBEHHOW TMATOJOTHUU IUoja B
aKYIIEPCKOU MPAKTUKE.

B 2005-2010 1r. OObenuHeHue
BBIIIOJIHUIIA HUP c [IPUOPUTETHBIM
¢bunancupoBaHueM «BcecTOpoHHUN  aHAIW3
AMUAEMHONIOTHA W MEXaHU3MOB JKCIIPECCUH
MUTOXOH/IPHAJIbHBIX 0OJIe3HEH B CIIaBSIHCKUX
nonyssanusix Boctounoit Ykpauner», a B 2011-
2012 1r. - «0OCHOBaTh  MPUHIUIIBI
TPEXypOBHEBOM npoUIaKTUKH
HACJICICTBEHHOW TMAaTOJIOTUM HAa OCHOBAaHUU
MOJIEKYJISIPHO-TEHETHUECKHUX UCCIIEOBAHUII».

O0wenunenue y4acTBYeT B
BBITIOJTHEHUH MeXAyHapOAHBIX MPOTrpamMMm H
COBMECTHBIX HAy4YHBIX MpoekTax. COTpyIHUKH
MPOXOJAT  CTAXHUPOBKY 3a pyOexoM H
SIBIITFOTCS WiCHAMH MeXIyHapOIHBIX HAyUHBIX
OpraHu3aIui.

3a mnocnemane 5 mer wusmaHo 3
MoHorpaduu, 11 ydeOHMKOB U  y4eOHBIX
nocobuii, 95 crareit, opopmieno 10 maTeHTOB.

Kaxnwiii Hosriit JleHp Kuzuu
O0penuuenne  «leHerMka»  Ha4YMHAET C
MPOCTYIINBAHUS TUMHA YKpawHbl TIOTOMY, YTO
HPaBCTBEHHas BBICOTA Bpada  OOECHEYUT
CTpaJaroIieil ceMbe MOAJEPKKY M TIOMOIIb, H,
OYCHb YacTO, - MOJIHYIO TTOOemy HaJ HEAYroM,
HAay4YUT XUTh B JIaJy CO CBOMMH TE€HAMH,
KOTOphI€ JaHbl HaM HE Jns OONe3HH U
MPEACTABISIIOT COOOM BEYHO H3MEHSIOIIHIACS
JOKYMEHT, HEe MMEIOIINUN TOCISIHEr0 U3JaHUs
(M. Pummun). Bpau — I'pakmanuH crocodeH
pemars mpobaemMy KakJI0oTo Bo UMs BceX. Bpau
— UYenoBek He jkajeeT OTHAaTh YacTh CBOETO
cepIila CBOMM IMalMeHTaM MOTOMY, YTO Bpad-
I'eHeTHK TOYHO 3HAET, YTO €ro JIIOOOBhL K
OommkHeMy Bcerga Oyzaer B3aumHOU. Tak
ycTpoeH MuUp U Tak xuBeT OO0beauHEHHUE
«["eHeTUKa».



