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MeToabl U3y4YyeHUA reHETUKU YesioBekKa

s KNIMHMKO — reHeanorn4yeckum

g BhM3HeuOBuﬁ

» [TONyNALUMOHHO — CTAaTUCTUYECKUM

s LluTOreHetTnueckmu

= MeToa reHeTUKM coMaTUYEeCKUX KNEeTOK
s Broxnmmuecknn meton

= MonekynapHo — reHeTun4yeckue

» MeToa npueMHbIX aeTeun

a AHTPOMOMETPUYECKUU
[lepMaTornmpuka




s BUOXMMHMYECKUN METOA.

= 3aK/Il0YaeTcd B onpeaeneHnn B KPOBU
it MOYE aKTMBHOCTM (DEPMEHTOB W
coAepXXaHust nNpoAykToB MeTabonusma.

« C ero nomoubo BbIABNAKT HapyleHUs B
obMeHe BellecTB, BO3HMKAOLME TMpwU
PA3/INYHbIX MAaTONMOMrMYECKUX COCTOSIHUSX.




broxuMmyeckne nokasatenm oTpakatoT
CYLLIHOCTb HAacneACTBEHHOM 60Ne3HMN TOYHEE,
yeM KJIMHM4YecKad CMMMNTOMaTuKa.

%pm ONOXMMMYECKON AMArHOCTUKE OLIEHMBAETCS
(EHOTMN OpraHM3Ma Ha MONEKYNSIPHOM YpPOBHE, a
HacneacTtBeHHass 60n1e3Hb B KOHEYHOM CYETE U ECTb
deHoTuM.

[lo3TOMYy OMOXMMWYECKMM METOAaM MPUHAONEXUT
BeAyLWas posib B AMArHOCTUKE MHOrMX MOHOMEHHbIX
bonesHen. OOHAKO  CNOXHOCTb  AMArHOCTUKM
3aK/II04aeTCd B TOM, YTO COTHW HacneaCTBEHHbIX
bonesHen no HEKOTOPbIM BUOXMMNYECKNM
nokasaTensiM MoYu UM KpoBm MOryT BbiTb CXOAHBIMU

(HanpuMmep, aumnao3, NPOTeEUHYpUs U T.4.).



» Onpepenatb ansg Kaxaoro 60/bHOro0 MHorue
MeTaboInTbl O4YEeHb TPYAOEMKO U [OPOro.
3HaHME 0OLWMX XapaKTEPUCTUK N3MEHEHUU
o@meHa BELWECTB MPWU pa3HbIX HACNEACTBEHHbIX
6one3Hax No3BOANA0 NMO-HOBOMY MOCTPOUTb
NCXOAHYIO cXxeMy obcrnenoBaHnsl, UCXoas u3
KNMHNUYECKOWN KapTUHbI 60ne3HH,
reHeanorM4yeckmx cBeaeHMn 1 nnaHa
buoxmmmnyeckoro aHann3a. Takon noaxoa
NO3BONISIET NPOBOANTL 0b6CieaoBaHME Ha
OCHOBE MO3TanHOro UCKJII0YEHMS]
onpeaeneHHbIX KnaccoB 6one3Hen
(npocenBatolme MeToabl).



= B 6MoxXxmMmnuecKkou AoMarHoOCTuKe
HacneacTtBeHHbIX 6one3Hen
MCMOJIb3YHOTCS:

= KABECUYECKME BMOXMMIUYECKME METOADI:
= J/1EKTpOOpe3,
= XpOMaTorpadpus,
a CNEKTPOCKONuS,

s COBpEMEHHbIE BbICOKOTO4HHbIE TEXHOJIOTNN.

= XXWAKOCTHAs XpomaTtorpadws,

s MACC-CMNEeKTPOMETPUS,

s MAarHWTHO-pPe30HaHCHas CNEKTPOMETPUS,
» 60MbapanpoBKa ObICTPbIMM HENTPOHAMM.



» [1py rMbpuamnsaumm coMmaTUYECKUX KNETOK ABYX
Pa3HbIX JIMHUN 0OPa3yOTCS reTepOKapPUOHbI —
KITETKU, KOTOpble coaepXaTt 0ba poanTenbCKuUx
a4pa. 3aTeM B pe3y/sbTaTe MUTO3a U AeNeHns
obpasytoTcs ABe oaHosIAEPHbIE KNETKU —
CUHKAPWOHbI, MMELOLLMUE XPOMOCOMbI 060MX
DOAUTENBCKNX KNETOK.

» B TeueHune nepsbixX AeneHmn rmbpuaHou
KNIETKK, HE SCHO NOYEMY, NPOUCXOAUT noTeps
XPOMOCOM O1HOro U3 BMAOB. Tak, y ruébpnaos
MbILLb-XOMSAYOK 3/IMMUHUPYIOTCH XPOMOCOMbI
MbILLN.



s bunoxmMmyeckoe obcnegoBaHme naymneHTa
No3BONSET UAEHTUDULMPOBATDL Ntobble MeTa-
6onnTbl, cneundunyeckmue ansa Tou HacneacT-
B&’zIHOVI 6one3Hun, ¢ NoAO3PEHNEM Ha KOTOPYHO
OH 6bln1 HanpasneH. Kaxxaoe obcnenoBaHme
NO/HKHO HAUYMHATBLCA C COCTaBIEHMS MaHa, B
OCHOBE KOTOPOro NeEXUT KJIMHUKO-FEHETUYEC-
Kast MH(opMaLUms 0 NALUUEHTE N ero CEMbE.
«0Ob6beKTaMmn» BMOXMMNYECKON ONATHOCTUKMU
ABNAOTCA BMoNorMyeckme >XUaKocTu:.

= MOYa, MOoT, Nja3Ma, CbIBOPOTKA KPOBH,

x SPUTPOLNTBI, TEUKOLNTBI, KYNbTYpbl
pmnbpobnacros, MTMMEPOLMNTOB.




[MpakTUyecKkn BO BCEX ClTydasix BMOXMMMYECKas
AVNArHOCTMKa HAYMHAETCS C rpoCeMBAIOLLEro Noaxoaa,
B KOTOPOM BbIAENSAIOT ABa YPOBHS:

H%LMBMLIHbIVI
YTOYHSIOLLMN.
KaxkabIn 13 3TUX YpoBHEN MOXET bbITb Bonee nnm

MeHee MNOJTHbIM B 3aBUCUMOCTU OT OCHALLIEHHOCTU
nabopartopuu.

OCHOBHas Lienb NEPBUYHOIO YPOBHS ANArHOCTUKM
3aK/1I04MAETCH B TOM, YTODObI MCKIOYUTD 300POBLIX
MHOMBWAOB M3 AanbHeunlero obcnenoBaHus.
PaznnyatoT ABa Buaa NporpaMMm nepBuUYHOM
ONOXMMMYECKON ANArHOCTUKN: MacCoBbIE U
Ce/IeKTUBHbIE. Ha nepBOM 3Tane B TakuUxX NporpamMmmax
MCNOJIb3YIOTCSA MOYA N KPOBb.



» CywlecTByrOT MaccoBbie rnpoceuBaioLme
rporpaMMbl ANArHOCTUKMU cpeau
HOBOPOXXAEHHbIX (PEHUTKETOHYPUMN,
BPOXAEHHOrO r’1noTMpeosa, BPOXXAEHHOW
rmnepnnasnum HaanovYe4yHMKoB, MyKOBUCLIMAO3a,
raslakTo3eMmnun. buonornyeckmm MaTepuanom
0N ANArHOCTUKN SABASIETCS KPOBb.
BbiCyLLEHHbIE Kanau KanuinsapHOU KPOBU
HOBOPOXAEHHbIX Ha XpoMaTorpauyeckon nnm

bmnnNbTpOBasibHOW BymMare nepecbinatoT u3

PDOAWBbHLIX OMOB B N1abopaTtoputo (MOXXHO Mo

noyte). MaTepuan AO/MKEH NMOCTYNUTL B

nabopaTtoputo B TEUEHNE ABYX—TpPEX AHEU

nocne B3sTns npoobl.




[na anMarHoCTukn EeHUIKETOHYPUM KPOBb
HOBOPOXXAEHHbIX 6epyT B pOANSIbHOM IOME Ha
3—5-1 aeHb nocne poxaeHus. Ecnn KpoBb
63,4qu B35T@ paHblle, TO BO3MOXHb
NIOXKHOMOMNOXUTENbHbIE pe3ynbTaTbl. B
nabopatopun B NSTHaX KpOBM ONpeaenstoT
KONM4ecTBo heHmnnanaHmHa C nOMOLLbIO
Ntoboro U3 cneayroLnx MeToaos:

MUKpobuonormyeckmum Tect atpu,
(bTlyopoOMeTpUs,

pacnpeaennTenbHas XxpoMatorpapus Ha
bymare,

TOHKOC/I0MHas XpOMAaTorpa@®@usi.




» Mexay MeTogaMm HET NMpUHLKNNmManbHOU
PA3HWLbI, MO3TOMY Ka)xaas nabopaTtopus
BblIbMpaeT 6onee noaxoasUnmn Ans ee ycnoBum
METO/. OnbIT NoKasasi, YTo NMponyLeHHbIe
criydan PEeHUNKETOHYPUU SABASIIOTCS He
oLmnbkamMmn nabopaTopHbIX UCCNENOBAHUN, a
cneacremeM HenobpoCcoBECTHOCTU UM
HebpeXXHOCTU B paboTe MeaAULMHCKUX cecTep
Npu B3STUMN KPOBU B POAUSIbHBIX AOMaxX. B
C/ly4dae rnofIoXUTENbHOrO pe3ysbTaTa Ha

(PEHUNKETOHYPUIO NPOBOAUTCH YTOUHSAOLLAS

buoxnMmmyeckass AMarHoCTuUKa rnyTem

KO/IMYECTBEHHOIO onpeaeneHuns

(beHnnanaHnHa B KpoBM.




» BpoxxaeHHbI rurioTupeos (CHKeHne yHKLMm
LLMTOBUAHOM >Xene3bl) MOXET bbiTb 0bycnoBneH
Pa3HbIMK NPUYNUHAMW: areHe3ns LWUTOBUAHOW
)KEAE3bI; SKTOMMS LLMTOBUAHOM >XKene3bl;
HacneaCcTBeHHbIE POPMbl AUCTOPMOHOreHe3a;
ayTOMMMYHHbIe npouecchl. KnnHmnyecku
BPOXXAEHHbIW TMMNOTUPEO3 NPOSABIAETCH
3a1€PXKKOMN YMCTBEHHOIO pa3BUTUSA, PE3KUM
OTCTaBaHMEM B POCTE, OTEYHOCTbO KOXHbIX
NOKPOBOB, pa3BuTNeM 306a.



» [IporpaMMa MaccoBOM ANArHOCTUKM BPOXKAEH-
HOrO FMMOTUPEO3a OANHAKOBA ANS BCEX (DOPM.
Cyirb ee cBOAUTCA K TOMY, UTObObl B KpOBU
pebeHKa rnocne 3-ro AHS XXWU3HW NpoBe-pUTb,
HET N CHMXEHUS YPOBHSA TUPOKCUHA (FOPMOHaA
LLMTOBUAHOWN XeNe3bl) B Maa3Me KpoBu U
yBe/IMYEeHO NN CoAepXXaHne Tnpeona-
CTUMYJIMPYIOLLIErO FOPMOHA — TUPEOTPOMHOro
rOpMOHa rmnodusa. B npakTuke NnpMMeHseTcs
[Ba METOAA NPOCEMBaOLEN ANArHOCTUKN:

a PAAVOVIMMYHHbIW,

x UMMYHO(EPMEHTHbI
(yMmmMVHODNvVobeclieHTHBIN) .




YyBCTBUTENBHOCTb U CNELMPUYHOCTb UX MPU-
MEpPHO OAMHAKOBa. [10 TEXHNYECKMM NPpUYMHAM
(He TpebyeTcs ycnosun ang paboTbl C paamoak-
TUBHLIMA BELWECTBAaMN) UIMMYHOEPMEHTHbIU
METOo/ NpeanoyvTUTeNnbHee, XOTS OH JOPOXKE.
TUPOKCMH N TUPEONACTUMYINPYIOLMA FTOPMOH
onpeaenstoT B 06pa3Lax KpoBu HOBOPOXKAEH-
HbIX, NpeaBapUTENbHO BbICYLLEHHbBIX Ha CNeLN-
anbHOWN unbTpoBanbHOM byMmare. [1pu NonoXxm-
TeNbHOM OTBETE NPOCEMBAIOLLIErO METOAA AMar-
HO3 rnMrnoTmMpeon3a 0b6s3aTenibHO A0/MKEH ObITb
NOATBEPXAEH B KIIMHNUYECKUX YCNOBUSAX SHAOK-
PUHOOroM 1 NabopaTopHbIM aHaIM30M FOpPMO-
HOB LLIMTOBUAHOW XeNe3bl B CbIBOPOTKE KPOBMW,




, [MpoceunBatowme nporpaMMbl MacCoBoW AnArHo-
CTUKU HAacneacTBEHHbIX 60n1e3HeN NPUMEHSIIOTCS
He TOJIbKO Cpean HOBOPOXXAEHHbIX. OHWM MOryT
6bljtb OpraHn30BaHbl AN1S1 BbISIB1EHNS Tex 6ones-
HeW, KoTopble pacnpoCcTpaHeHbl B KakuUx-1mbo
rpyrnnax HaceneHuns unm nonynauusax. Hanpum-
Mep, Cpean eBpeeB-allKeHa3n 0TMEeYaeTCs
BbICOKAs YacCToTa TSHXKenoro 3aboneBaHns Ten—
Cakca. B CLLUA opraHn3soBaHa npocenBatoLLlad
bruoxmMmmyeckast nporpaMmma rno BbISIBNEHUIO
reTepo3nroTHOCTU Mo 3TOMY 3ab0s1IeBaHUIO C
nocneaywmMm MegmKko-reHETUYECKUM KOHCYb-
TUPOBAHMEM TaKUX CEMEMN..



»« Ha Kunpe n B Ntanun (Cnumnnus)
BbICOKOW YaCTOTOW BCTPEYAETCH TAXKEN0Ee
3abonieBaHne KpoBM — TaJslacceMms
(remornobuHonatus). OpraHol
3/1paBOOXPAHEHUS 3TUX CTPaH
opraHu3oBann 6moxmMmyeckoe
NpocenBaHue HaceneHns AN BbisiBIeHUS
CKPbITbIX HOCUTENEW TaNlaCCEMUU
(reTepo3nroT), A1 KOTOpbIX ObIN0
obecrneyeHo B rnocneayroleMm MeauKko-
reHeTU4YeCcKoe KOHCYIbTUPOBAHME U
npeHaTasibHasl AMarHoCTuKa.



» CesleKTuBHbIE AnarHocTn4yeckme
rnporpaMMbl npeaycMaTpuBaloT

‘hpOBepKy BUOXMMUYECKNX aHOMATNUA
obmeHa (Mo4a, KpoBb) Y NALIMEHTOB, Y
KOTOPbIX MOA03PEBAOTCS MEHHbIE
HacneacTBeHHble 6o1e3Hu.

s PaKTUYECKM TaKkne NporpamMmMmbl JOSHKHBbI
«(PYHKLMOHMPOBATBL» B Ka)aou 60/bLIOU
6onbHULUeE. [MokazaHnsa ansa mnx
NMPUMEHEHUS AOCTAaTOYHO LUMPOKUE,
CTOMMOCTb Ka)X0ro aHasm3a HEBbICOKas.




» B cenekTmBHbIX NporpaMMax MoryT
MCMNOb30BaTbCS NPOCTbIE KAYECTBEHHbIE
peakumnn (HanpuMmep, TeCT C XJI0pUA0M Xenes3a
ARS8 BbISIBNEHUS (PEHUNKETOHYPUN UK C
AVHUTPOMEHNNTNAPO3UHOM AN BbISIBIIEHUS]
KETOKUCNOT) nnun 6onee ToYHbIE METOAbI,
No3BoNsoLLmMeE 0bHapyX1BaTb 60NbLLUME TPYNMbl
OTKJIOHEHUW. Hanpumep, € NOMOLLbIO
TOHKOC/IOMHOW XpoMaTorpadum MoUn U KpoBu
MOXXHO AMArHOCTUPOBATb HACNEACTBEHHbIE
HapyLweHnsi obMeHa aMUHOKUCNOT,
ONIUrocaxapuaoB U rMMKO3aMUHOMIMKAHOB
(MyKononncaxapuaos).




= [@30Bas xpoMatorpaus NpuMeHseTcsa o4
BbISIBSIEHUS HACeACTBEHHbIX 6one3Hen obMeHa
oqumquKmx Kncnot. C noMOoLLbIO 31eKTPOMdO-
pe3a reMornobuHoB AMarHOCTUPYETCS BCS
rpynna remornobuHonaTun.

» Hepeako npuxoantcsa yrnybnsarb bBnoxmmmyec-
KWW aHanmM3 — OT KONIMYECTBEHHOIO onpeaene-
HUs MeTabonuTa Ao onpeaeneHns akTMBHOCTYU

depMeHTa (MCNosIb30BaHME HAaTUBHbIX TKAHEW

NN KYNbTUBUPOBAHHBIX KNETOK), HAaNpuMep, C

MOMOLLIbIO (DSTIFOOPOMETPUYECKMNX METOAUK.




» B coBpeMeHHbIX YyCNnoBUSX O4YEHb MHOIME
3Tarnbl BUOXMMUYECKON ANArHOCTUKMN

—OCYLLECTBNIAOTCA aBTOMAaTUUYECKUMN
npmnbopamn (C aMMHOAHaIN3aTopaMn).

» PeanbHbIM NpuMepoM NporpaMmel
CENNEeKTUBHOIO CKPUHUHIa Ha
HacneacTBeHHble 601e3HM 0bMeHa BellecTB
C OCTPbIM TeYEHMEM N PaHHUM NeTalIbHbIM
MCXOOOM SABNSIETCS NporpamMmma,
pa3paboTaHHasa H. B. XXypkoBon B Meamnko-
reHeTMYeCKoM Hay4dyHoM LeHTpe PAMH.



a [1epBbiv 3Tarn NporpamMmbl BKIKOYAET
KayeCcTBeHHbIN N KONNMYeCTBEeHHbIN aHau3
Moun N Kposun (14 TectoB):

= Har6EsoK, Ha KETOKUCIIOTHI,
a Ha UMCTMH U FOMOLMCTUH,
= KPEATUHWH, MOHbI aMMOHUS U Ap.

» BTOpO# 3Tan ocHoBaH Ha MeToAax
TOHKOCIOMHOW XpoMaTorpacmm Mouun u
KpOBW AN BbISABJIEHUS:

— aMUHOKUCNOT,
— (PEeHOJbHbIX KUCIOT,
— MOHO- M ANCAaXapuaoB N APYrMx COeaNHEHUN.




C NOMOLLbIO 311eKTpodope3a MOYN BbISBASIOT
rMMKO3aMUHOIIMKaHbl, 3Ta NporpaMMa
No3BONSAET BbIABNATb 140 HacneaCTBEHHbIX
6o}ue3He1‘/’1 obMeHa BeLecTB Y AeTEN U3
CNeayroLwmMxX OCHOBHbIX K1acCoB:

aMMHOALUMAoNATUN;
opraHuyeckume aumaypuu;
JIN30COMHbIE 60NE3HN HAKOMIEHUS;
6one3Hun yrnesogHoro obmMeHa;
6one3Hn obmMeHa MeTannos;

6one3Hn NnypuHOBOro n NMMPpUMMANHOBOIO
obMeHa;



= HacneacrBeHHble 60ne3Hn MeTabonnueckoro
TPAHCNOpPTa;

.ﬁacneACTBeHHble 6one3Hun >kenyao4Ho-
KULLIEYHOro TPaKTa;

s HacneacTBeHHble 601e3HU
HENPOTPAHCMUTTEPHOro obMeHa;

= HacneacrBeHHble 60ne3Hn 0bMeHa
BUTAMWHOB;

s MUTOXOHApPWAsbHbIE 60/1E3HU;
x 60/1€3HN 3-OKMCNEHNS XXMUPHbBIX KUCOT;
a [MEPOKCUCOMHbIE 60/1E3HMN.



Ba)>kHOCTb TakoW NpOrpaMMbl B AETCKNX
60nbHMLAX TPYAHO NMEpPEOLIEHUTD.

[NokazaHuaAMU ANA NpMMeHeHus
61MOXMMMUECKUX METOAOB AUArHOCTUKM Y
HOBOPOXXAEHHbIX SBMAIOTCA TakMe
CUMMTOMBI, KaK:

Cyaoporu, KoMa, pBoTa, MMMOTOHUS, XENTYXa,
crneymdmnyeckmn 3anax Movm 1 noTa,

aumao3, HapyLLeHHOe KUCIOTHO-OCHOBHOE
PaBHOBECKE, OCTAHOBKa POCTa

HapyLueHne pU3MYECKoro pa3BuUTUS

HENepeHOCUMOCTb HEKOTOPbIX MPOAYKTOB,
NIEKAPCTB




x Y eTen buoxmmmyeckme MeTtombl
CMO/b3YIOTCA BO BCEX CIyYasix nNpu

NOAO3PEHUN Ha HAacNeaCTBEHHbIE

60n1e3Hn obMeHa BellecTB (3aaepXKKa
(PU3NYECKOro N YMCTBEHHOIO pPa3BUTUS,
noteps NpnobpeTeHHbIX MYHKLUMN,
cneundnyeckasa ang Kakon-nmoéo
HacneacTBeHHoM 6one3Hn KnnHnyeckas
KapTuHa).




« Hanpumep, ¢ NOMOLLbIO
TOHKOCTOMHOW XpoMaTorpadum

~MOUM U KPOBU MOXHO
ANArHOCTMpOBaTb HapyllueHue
obMeHa aMMHOKUCAOT,
OJINrocaxapuaos,
MYKOMonmMcaxapuaos.

» [ @30Bas xpoMaTorpapus
NPUMEHSIETCA A1 BbisiB/IEHUS

HapyLLEeHNUM 0ObMEeHa OpraHNYecKnx
KWUCNOT U T.A.



s © bBbuoxmmmyeckme MeToabl MPUMEHSIIOTCS U
0N AUArHOCTUKM reTePO3UTrOTHbBIX COCTOSSHUN Y
B3pOoC/bIX. U3BECTHO, YTO cpean 30pOBbIX
qu.qem BCeraa uMeetcd 6osblloe Yncio Tak
Ha3blBaeMbIX HOCUTENEN NATOMOrMYECKOro reHa
(reTepo3nroTHOEe HOCUTENBbCTBO). XOTS TaKue
NIOAN BHELIHEe 340pO0Bbl, BEPOSATHOCTb
nosiBfieHns 3abonesaHus y nx pebeHka Bceraa
CYLLIECTBYET.

= B CBA3n C 3TUM, BbisiBJZIeHUEe
reTepo3nroTHOro HOCUTEeNbCTBa — Ba)kHas
3aJa4a MeaAULUMHCKON FeHEeTUKMN.



s [lOHATHO, YTO ecnun B 6pak BCTynatoT
reTepo3nroTHble HOCUTENMN Kakoro-mbo
6oneBaHus1, TO PUCK POXAEHUS
O/IbHOro pebeHKa B TaKOM CEMbE
cocTtaBut 25%.

» LLIaHCbl Ha BCTpeyy ABYX HOCUTENEN
OJMHAKOBOro NaTosIorM4eckoro reHa
BbilLie, ecfin B 6paK BCTynatoT
DOACTBEHHUKU, T.K. OHN MOryT
YHaCeaoBaTb OAUH U TOT Xe
DELIECCMBHbIW FEH OT CBOEro obLuero
npeaka.



[peanonoXunTb reTepo3nroTHOE HOCUTENLCTBO
Y XEHLLUUHbI MOXHO, ECNH:

-€e OTeL| NopaXxeH Hac/eACTBEHHOW
l60ne3HbIo;

Y XEHLWWHbI POANTNCD 60nbHblE CbIHOBbA,

XXEeHLWMHa nMeet 605bHOro bparta nnu
6paTbeB;

Yy ABYX AOYEPEN XKEHLLUNHbI POANNUCH BOMbHbIE
CbIHOBbS! (UN CblIH);

y 30pOBbIX poauTenen poamncs 6o1bHon
CblH, @ Y MaTepW B POAOC/IOBHOU ECTb
60/bHbIE MY>XUYNHBbI,



» BbiiBNeHMe reTtepo3nroTHbIX HOCUTENEN
Oro uan nHoro 3abosieBaHns BO3MOXHO

MNyTEM UCMNO/b30BaHNS BUOXMMUYECKUX
TectoB (NpueM eHunnanaHnHa ang
BbISIBIEHNS (DEHUTKETOHYPUW, NPUEM
caxapa — caxapHoro aAnabeta n.T.4.),
MWUKPOCKOMMUYECKOro nccneaoBaHus
KNETOK KPOBU W TKaHEW, onpeaeneHus
aKTUBHOCTU (pepMeHTa, N3MEHEHHOro B
pe3ynbTaTa MyTauuu.




s /13BeCcTHO, 4TO 3ab60/1eBaHns, B OCHOBE
KOTOPbIX IeXUT HapylleHne obMeHa BeLLecTs,
COCTaBNSAIOT 3HAUYUTESbHYIO YaCTb
HacneacTBEHHOU NaTonorun (PEHNNKETOHY-
DUS1, raNaKTO3eMUS, afnlKanToOHYpUS,
anbbuHU3M 1 Ap.). TakK, reTepo3nroTHble
HocuTenn eHUNKETOHYpUM pearnpytoT Ha
BBeJeHne peHunanaHnHa 6onee cnbHbIM
NOBbILLEHNEM COAEPXXaHUS aMUHOKUCIIOThI B
nna3me, YemM HopMaJsibHble FOMO3UrOThl
(bone3Hb obycnosneHa peLeccuBHbIM
annenem).




» BroxmmMmnuyeckmm mMetopq LLUMPOKO NPUMEHSETCS B
MeANKO-reHETUYECKOM KOHCY/IbTUPOBAHUN AJ1S
onpeaeneHns pucka poxxaeHusa 60s1bHOro
pebeHka. Ycnexu B 0bnactu bruoxmmMmyeckou
reHETUKU CNocobCcTBYIOT bosiee LWNMpPOKOMY
BHEAPEHUIO ANArHOCTUKN reTepo3nroTHOro
HOCUTENbCTBA B NPaKTUKY. Elle HeaaBHO
MO>XHO 6blNo AnarHocTtupoBaTtb He 6onee 10-15
reTepPO3NrOTHbIX COCTOSIHUN, B HAcTosILLiEE
BpeMsa — 6onee 200. OgHako cneayer
OTMETUTb, YTO A0 CUX NOP UMEETCH HEMANO
HacneaCcTBEHHbIX 3aboneBaHnK, AN KOTOPbIX
METO/bl reTEPO3UrOTHON ANArHOCTUKM ELLE HE
pPa3paboTaHbl.






