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CoaeprKaHue:

Knaccudumkauma sabonesaHmna no OMUM
JToKanusauusa nopaxkeHHoro reHa no MapukKcKon HOMeEHKIaType.
MaTtoreHe3 3aboneBaHms

®deHoTnn 60nbHOTO

KnvHuyeckme nposBieHus

[InarHocTuKa u neyeHue 3abonesaHus

JlntepaTtypa



Knaccndumkauma 3abonesaHmna no OMUM

Bone3Hb Tea-Cakca

TAY-SACHS DISEASE, PSEUDO-AB
VARIANT, INCLUDED

Phenotype-Gene Relationships

Phenotype Phenotype Gene/Locus
MIM mapping MIM
Location Phenotype number Inheritance key Gene/Locus number
15q23 Tay-Sachs disease = 272800 AR 3 HEXA 606869
15923 [Hex A 272800 AR “& HEXA 606869
pseudodeficiency]
15923 GM2- 272800 AR 3 HEXA 606869
gangliosidosis, o

several forms



Knaccndpumkauma 3abonesanma no OMUM

bone3Hb HumaHHa — Nuka (Tnn A)

NIEMANN-PICK DISEASE,
INTERMEDIATE,
PROTRACTED
NEUROVISCERAL,
INCLUDED

Phenotype-Gene Relationships

Phenotype Phenotype Gene/Locus

MIM mapping MIM
Location Phenotype number Inheritance key Gene/Locus number
11pl5.4 Niemann-Pick 257200 AR 3 SMPD1 607608

disease, type
A



Knaccndpumkauma 3abonesanma no OMUM

bone3Hb HumaHHa — Nuka (Tnn B)
NIEMANN-PICK DISEASE,

INTERMEDIATE, WITH VISCERAL
INVOLVEMENT AND RAPID

PROGRESSION, INCLUDED

Phenotype-Gene Relationships

Phenotype Phenotype Gene/Locus

MIM mapping MIM
Location Phenotype number Inheritance key Gene/Locus number
11pl5.4 Niemann-Pick 607616 HR 3 SMPD1 607608

disease, type
B



Knaccndpumkauma 3abonesanma no OMUM

bone3Hb HumaHHa — Nuka (trn C u D)
NIEMANN-PICK DISEASE, NOVA
SCOTIAN TYPE, INCLUDED

Phenotype-Gene Relationships

Phenotype Phenotype Gene/Locus
MIM mapping MIM
Location Phenotype number Inheritance key Gene/Locus number
18q11.2 Niemann-Pick 257220 AR 3 NPC1 607623
disease, type
D
18g11.2 Niemann-Pick 257220 AR 3 NPC1 607623

disease, type
C1



Knaccndpumkauma 3abonesanma no OMUM

bones3Hb owe (Tnn 1)

GAUCHER DISEASE, NONCEREBRAL
JUVENILE

GLUCOCEREBROSIDASE DEFICIENCY
ACID BETA-GLUCOSIDASE
DEFICIENCY

GBA DEFICIENCY

Phenotype-Gene Relationships

Phenotype Phenotype Gene/Locus

MIM mapping MIM
Location Phenotype number Inheritance key Gene/Locus number
1q22 Gaucher 230800 AR :5 GBA GO6463

disease,

tvpe I



Knaccndpumkauma 3abonesanma no OMUM

bones3Hb owe (Tnn 2)

GAUCHER DISEASE, ACUTE
NEURONOPATHIC TYPE

Phenotype-Gene Relationships

Phenotype Phenotype Gene/Locus

MIM mapping MIM
Location Phenotype number Inheritance Kkey Gene/Locus number
1g22 Gaucher 230900 AR "11 GBA 606463

disease,

type Il



Knaccndpumkauma 3abonesanma no OMUM

bone3Hb [owe (Tnn 3)

GAUCHER DISEASE, NORRBOTTNIAN
TYPE, INCLUDED

Phenotype-Gene Relationships

Phenotype Phenotype Gene/Locus

MIM mapping MIM
Location Phenotype number Inheritance key Gene/Locus number
1q22 Gaucher 231000 AR % GBA 606463

disease,
type III



Knaccndpumkauma 3abonesanma no OMUM

bornesHb ®abpwu

FABRY DISEASE, CARDIAC
VARIANT, INCLUDED

Phenotype-Gene Relationships

Phenotype Phenotype Gene/Locus
MIM mapping MiIM
Location Phenotype number Inheritance key Gene/Locus number
Xqg22.1 Fabry 301500 XL 3 GLA 300644
disease,
cardiac
variant
Xqg22.1 Fabry 301500 XL 3 GLA 300644

disease



JloKanusauma noparKeHHoro reHa no
[TapUKCKOU HOMEHKNATYype

1)bonesHb Tes-Cakca —3aboneBaHme Bbi3BaHO MyTaLMEN B reHe
HEXA, koTopblin KOOUPYET a-CyObeanHuLy dpepmMeHTa
rekcozoammHugasbl A 1 HaXoauUTCs Ha OSIMHHOM NflieYe XPOMOCOMbI
15. bones3Hb HacneayeTcsa NO ayToCOMHO-PELLECCUBHOMY TUNY.
Taknm obpa3omM, BEPOATHOCTb PoXaeHNs1 6ONbHOIro pebeHKa ecTb
TOMNbKO B cryyae, korga oba poautens ABnsoTCSA HOCUTENSAMMU
MYTaHTHOrO reHa, u coctasnget 25 %.

2) bonesHb HumaHHa — Nuka TMnbl A 1 B BbI3biBAOTCA MyTaLnaMu
reHa Kucrnom nmsocomarnbHon cpuHrommenuHasol (SMPD1). 31oT
doepMeHT oTBeYaeT 3a pacLuensieHne cCPMHroMmesrimHa B
mMembpaHax nmsocom. Ero HegocTaTtovyHOCTL NPMBOOMT K
N30bITOYHOMY HAKOMEHMIO COUHIOMUENNHA, a Kak CcriecTBue u K
bonee LWNMPOKOMY HapyLLUEHUIO TMNUAHOrO MeTabonmama, BK4Yas
HaKonfeHne xornectepuHa n gpyrnx NMnuaoB KneTku.



JloKanusauma noparKeHHoro reHa no
[TapUKCKOU HOMEHKNATYype

bonesHb HumaHHa-lNuka Tn C BbI3biBaeTca mytaunsamm reHos NPC1

nnn NPC2, koTtopble KogupytoT 6eriok KnetTouHou MmembpaHbl,
OTBEYaloLLNIM 3a TPAHCNOPT XONeCTeEPMHA N NNNMNLO0B BHYTPU KITETKN.

3)bores3Hb ['owe HacneagyeTcs N0 ayTOCOMHO-PELECCUBHOMY
MexaHu3Mmy. B ocHoBe 3aboneBaHus nexar Mmytaunm reHa
rnoKouepebposnaasbl, NoKanuayLwerocs B permoHe g21 Ha 1-un
Xxpomocome [3, 4]. lNpucytcTeme gByx MyTaHTHbIX anseneun reHa
conpoBoXxaaeTtcs cHmkeHneM (<30%) kaTanuTU4eckon akTUBHOCTU
rnokouepebposnaasbl, YTO NPUBOAUT K HAKOMMNEHUIO B NIM30COMaXx
Makpodaros HEYyTUIN3NPOBAHHbLIX NMNUA0B N 06pa3oBaHMIO
XapaKTEePHbIX KIETOK HaKonneHus (Krnetok l'owe) — neperpy>xeHHbIX
nunngamMmm makpodparos.



JloKanusauma noparKeHHoro reHa no
[TapUKCKOU HOMEHKNATYype

bone3sHb Pabpu KnnHnyeckas kaptnHa 6onesnmn Pabpu obycnosneHa
MyTaumamm B reHe GLA, pacrnonoXeHHOM Ha AJIMHHOM naede Xq22 um
Koanpyrowmm pepmeHT a-ranakrto3ngasy A. MexaHU3m HacneaoBaHUA
— CUENJIEHHbIN C NOJIOM:

1. My»K4mnHbl (06n1apaTenn oaHom nePeKTHOM X-XPOMOCOMbI) C
Knaccuyecknm peHotunom 6onesHn ®abpu No 3aKOHaM reHeTUKK
CNocobHbI Nnepeaatb MyTaHTHYH XPOMOCOMY TO/IbKO CBOUM A04EPAM.

2.  XeHLWMKHbI reTepo3unroTHbl (MMeT 0AHY HOPMaNbHYIO N OAHY
NedeKTHYO XpoMocomy).



[laToreHes 3aboseBaHUA

-MaTtoreHes 6one3Hun Tea — Cakca obycnoBaeH MyTaLUOHHbIMU NOPAXKEHNAMM
reHa, KOHTPOAUPYIOLLEro CUHTE3 a-cybbeaeHuubl rekcoammHmaasbl A. MNpwu
OTCYTCTBUM AaHHOIo pepmMeHTa B IM30COMAX KNETOK HaKanameaeTtca cybcTpar
peakumn GM2 raHrnnosua, rasHbim obpasom B LLHC, Bbi3biBaa HapyLleHMA B
bYHKLUMAX HEMPOHOB.

-MaTtoreHes 60ne3H HUMaHHa — NMUKa cBA3aH C HEAOCTAaTOYHOCTbLIO B TKAHAX
chuHrommenmHasbl (ocyLeTceaAlWan pacwmunieHmne couHrommenmua).lpu
HeA0CTaTOYHOCTN COUHTOMUEIMHA HAaPYLLUAETCA ero HOPMaJibHbIN KaTabonnsm u
HaKon/sieHne B TKaHAX nevyeHun, noyek, M, ceneseHke.

-MaTtoreHes 6one3Hu fowe 3aknto4eH B gepumunte bepmeHTa a-
rnoKkouebposmaasbl. HakonneHue mmnKonmnnaos B K/IETKAX NeYEeHM, KOCTEW,
ceneseHke BeaeT K ANCTpodmMAmM OpraHos.

-NaToreHe3 6onesHn ®abpu obycnosneH gepmuyntom bpepmeHTa a-
ranaktosupgasa A. lpoucxogmt HakonaeHme rmoboTpuaosmnuepammga B
SHAOTENNUN U INMaAKOMbILWEYHbIX KNETKax COCYA0B U APYrMX TKAHEW.
MonncmncremHaa maHndectaums.



deHoTnn 60/1bHOIO

-npn 6one3Hn Tea — CaKkca : KpynHas roaoBa, aTpodua MbillL, KYKOJbHOEe
NINUO (XapaKTepHbIN NPU3HAK CUMNTOM «KPaCHOM KOCTOYKMU» NPU OCMOTPE
0PTaIbMOCKOMOM CETYATKW);

-npu 6onesHn HumanHa-Muka : Tun A — maneHbKU pocCT, HU3KUM BeC,
yBe/Nn4YeHbl cesie3eHKa u nevyeHb. Koxka pebeHKa cTaHOBUTCA Cyxomn, TepseT
CBO 3/1aCTUYHOCTb, NPMOBpPETAET XKeNToBATbIN LUBET, MECTaMU
onpeaensitoTCa KeNToBaTO-Cepble UMM KENTO-KOPUYHEBDbIE NATHA.
YBennumBatoTca Bce rpynnbl AMMPATUYECKUX Y3N10B, YTO MOMKHO
onpeaennTb NPu NpoLynbiBaHKUK (Nanbnaumn).



deHoTMN 60/1BbHOTO

-npun 6onesnun lowe yBennYeHne cene3eHkn n neYeHun,Horaa nevyeHb
yBennymBaeTcs B paamepax cnabo, Ho HabnoaaTbca 3TO MOXKET Toraa,
Korga yaasnieHa cene3eHka. AHemua. Obuwas cnaboctb m bbicTpan
yTOMAIfieMOCTb. baeaHbIN UBET KOXKU. TPOMBOUUTONEHUA — NOHUMKEHME
YPOBHA TPOMOOLMTOB (3TO YacTO NPMBOAUT K HOCOBbIM KPOBOTEYEHUAM,
NOABNEHMIO CUHAKOB Ha Tene U APpYyrnx remaTtoaornyeckmx npobnem),
MHOTAa BCTPEYAlTCA C/ly4aun paspyLleHna nam ocnabneHma KocTHom
TKaHW, YTO MOXET NPOABAATLCA B BUAE NEPENOMOB, KOTOPbIE BO3HUKAIOT
Ha ¢oHe oTcyTCTBMSA TPaBM. M3BECTHbI cayyaun, Koraa npu 6onesHun lowe

MNPOUCXOANT Pa3BUTUE TaKOro 3ab601eBaHUA KaK apTPoae3 CTOMbl U rO/IEHN.
HapyweHue pocTta y aeten.



deHoTMN 60/1BbHOTO

npu 6onesnn ®abpu — BbicTynatowme nobHble
byrpbl, BbipaXeHHble cyrnpaopbuTtanbHble
Ayrn , MacCMBHO BblaatoLLLAACA Bnepea
HUXHASA YeNtoCTb, KPynHble rybbl, Kpmsblie

KOHEYHOCTU, KOPOTKME NasbLbl,, bonbluas
ronoBsa.



KAMHU4YecKne nposassieHmna 3aboneBaHms

Mpw 3abonesanunmn Tes — Cakca ancoarua, aTakcus, yTpata KOrTHUTUBHbIX GYHKLNI, MblLLeYHan
atpodua. CUMNTOMbI CTAHOBATCA BCe bonee cepbesHbiMU. [locsie 6 mecALEeB CHUXKAeTCS
NBUraTeNbHasa akTUBHOCTb, MN1aJeHeLl, TepaeT CNOCOOHOCTb CAaMOCTOATE/IbHO CUAETb U

MeHSATb No3y. [locTeneHHO pa3BMBAETCA CNEMNOoTa, CHUMKAETCA CYX, aTPODUPYIOTCA MblLLLbI U
pa3BMBAETCA NOHbIM Napanuny Tena.

Mpw toBEHaNbHOW POpME, NOMUMO OCHOBHbIX CUMNTOMOB, HabtoaaeTcs An3apTpus (CHUXKeHue
YETKOCTU peyn), CNacTUYHOCTb, HapyLLUEeHNEe KoopAUHAUMN ABUKEHUI. [TpoucxoanTt
nocTteneHHasa yTpaTa KOTHUTUBHbIX GYHKLMUMN - CHUMKEHNE NaMATU, BHUMAHUS,

paboTocnocobHcTU. PasBmBaeTca gemeHuma. Ha no3aHux ctagmnax 6onesHn noasaatoTcs
cyaoporu.

MepBble CUMNTOMbI B3pOC/IoN popMmbl 3ab60N1eBaHMUA - 3aTPYAHEHHOE MIOTaHME, HapyLleHue
KOOpANHaUMKN N AM3apTpua. YacTo NoABAAOTCA NCUXMYECKUE HaPYLUEHUA CXOXKUE C
CUMNTOMaMM WN30PPEHUN (3pUTENbHBIE U CNYXOBbIE FaNNItOUMHALNKU, anaTUA, CHUKEHNE
3MOLMOHaNbHOCTH). Be3 neyeHns HabnoaaeTcs yxyalweHne KOrHUTUBHbIX GYHKLUNA.



KAMHU4YecKne nposassieHmna 3aboneBaHms

Mpwn 3aboneBaHnn HumaHHa — NukKa:
TN A — Knaccudeckaa dopma 6onesHm (MHbOaHTUABHAA, OCTPad

HeMponaTnyeckas) - pebeHKa yxyglaeTca anneTuT, OH HaYMHaEeT TepPATb B

BECE M OTCTaBaTb B pOCTe. BO3MOKHbI Nepnoanyeckmne pBoTbl U MOHOCHI.
[MocTeneHHO YBENMUYMBAETCA }KUBOT N3-3a MEYEHU U CeNE3EHKN (NeYeHb
YBE/IMYNBAETCA PaHblLe, YeM cenes3eHKa), pa3BmBaeTca acumuT. KoHeyHocTH
TOHKME N OYEHb XyAble; AEeTKM HEe AeprKaT roN0BY, HE NEPEBOPAYNBAIOTCA C
YKMBOTA Ha CMUHY, HE CNeaAT 3a UrpyLIKoi. MNoBbIWAETCS MbILLEYHbIA TOHYC B
PYKax M HOrax, pa3BMBaeTca mMmblleyHas cnaboctb. CyxoruabHble pedaeKcs
TaKrKe noBsblwwatoTca. [locTeneHHo YyTPaYnBaETCA CAYX, CHUMKAETCA 3peHune,

MOTYT ObITb aNUNENTUYECKME npunnaagku.



KAMHU4YecKne nposassieHmna 3aboneBaHms

TMN B — BUCLLepanbHasa popma (XpoHuyecKasn, 6e3 BoBieYeHNss HEPBHOM
CVICTEMbI! nopaxkeHune nevyeHn npmnsoauT K NOBbILLEHHOM KPOBOTOYMNBOCTHU
M3-3a HapyLeHunA CBeprIBaI-OLLI,elZ CUCTEeMbl KpoBM. HacTo pa3smBaeTca

aHemus. becnokosaT 6011 B }KNBOTE, NEPUOANYECKUE HAPYLLIEHUA CTYNa,

n3peaKa TOWHOTA U pBOTa. *KMBOT yBe/IMYMBaETCA B pa3mepax. B ceasm c

HaKOMN/IEHMEM }KUPOB B JIEFOYHOM TKaHM GOPMUPYIOTCA MHOUNBLTPATDI, YaCTble MPOCTYAHbIE
3ab0neBaHMA Y TaKNX AEeTel; XapaKTepusyerca ANUTeIbHbIM XPOHUYECKUM TeYEHUNEM.

T1n C — 1oBeHUAbHaa dopma (MoaocTpas, XPoHUYeCcKas HelponaTudecKkas)

HEBPO/IOrMYECKNEe HapYLLIEHNA HAYMHAKOTCA CO CHUMKEHUS MbILLIEYHOro TOHYCa,
nocrteneHHo popmmpyeTca cnabocTb MblllL, HAPYLLIAETCA COBMECTHaA AeATeNbHOCTb
rNasHbIX ABNOK, CTAHOBATCA HEBO3MOMKHbIMU COrNAacoBaHHbIE ABUXKEHMUA 1133,
0cobeHHO npu B3rNAae BBepX. PazBmBaeTcs HapyLleHue KoopauHaLumn, Tpemop.
XapaKTepHbl HACU/IbCTBEHHbIE BbIKPYYMBatOLLME ABUNKEHUA B FOJIOBE U TY/IOBULLE
MosBAnAlTCA aNUAenTUYeckue npunaaku. Hapywaetcsa rnotaHune n pedsb. Cnaboymue.

TMn D — dopma 13 Hoso CKoTum (no Ha3BaHMIO NpoBUHUMM B KaHage, Yy XKutenen KoTopon
BCTpeyaeTcs 3Ta popma). B nocneaHee Bpems 3ToT TN 06vbegmHuam ¢ tunom C.




KAMHU4YecKne nposassieHmna 3aboneBaHms

[NeyeHb 1 ceneseHKa Npu bonesHu lowe y pebeHKa yBennymBatoTca. BoamorKHO
3amejJ/ieHMe NosI0BOro CO3peBaHMsA, POCTa, CAYYaAOTCA NEPenoMbl KOCTEN, AETHU
cTpaaatoT oT rematom. CobCcTBEHHbIM BHELWHWI BUA CNOCODOEH BbI3bIBATb Y

pebeHKa aMOoLNOHaIbHble PACCTPOMCTBA.

ﬂepBblﬁ HGHEVIDOHOI’IE\TM‘-IGCKVIIZ TI/II'I(OH 4aCTO BCTPEYHaETCA Y alUKEHA3CKUX eBpeeB): XapaKTePU3yeTca
YMepPEHHbIM, MHOTAaA beccMmnToMHbIM TedeHMem 3abonesaHua. Ncuxonorma nosegeHnAa He U3MeHAETCA,
roNOBHOM U CMUHHOM MO3T He noBpexaaeTcAa. CnmnTombl NPOABAAKOTCA Yalle nocne Tpnauatn ner.
BTODOVI TUN NpeacraBadaeT HGI?IDOHOI'IE!TVI‘-IECKVPO VIHd)aHTI/IﬂbHVIO d)ODMV, BCTpe4aeTca peako. CnmnTombl
NPoOABAAKOTCA B M/1aE€HYECKOM BO3pPaACTE yXKe K noayroay. ﬂpOMCXO,CI,MT nporpeccnpyrowiee nopaxKeHune
MO3ra p86EHKa. Cmepr MOXET HACTYMNMnTb BHE3AMNMHO OT yAYyLUbA. Bce AeTun nornbator A0 OOCTUXEHUA OBYX
net.Tpetui TMn (HerpoHonaTUyecKasa oBeHuAbHaa dopma). CumnTomaTnKa Habatoaaetca ¢ 10 ner.
YcuneHue NPU3HAKOB UMeeT nocTeneHHbIn XapakKTep. [enatocnneHomeranua NPOTEKAET 6e360n1e3HEeHHO U
HEé HapylwlaeT (IDYHKLI,VIM neyeHn. BoamoxHo HapylweHune ncuxonornn nosengeHMNA, HactynjieHume
HEBPONOITMYECKNX OCﬂO)KHGHVIﬁ, nopTasZibHaA rMnepTeH3nAa, BEHO3HOE KPOBOTEYEHNE N CMEPTD.
I'Iopa»(eHme KOCTHOM TKaHU KneTKkamu lowe moskeT NPUBECTU K OrpPpaHNYEHNIO NMOABUXKHOCTU N
MHBaTNOHOCTH.




KAnHmnyeckue npossneHmna 3aboseBaHus

Mpun 6one3Hn Pabpu BnepBbie NPOABASETCA Y B3POCAbIX U AETEN B Npea- U
nybepTaTHbIM Nepuoa. CumnToMaTUKa Heayra CBOAUTCA K cneayowemy: HxeHune
N 601e3HEHHOCTb, BO3HMKalOLWME B KOHEYHOCTAX, YCUAMBatowmecsa npu
dU3NYECKMX HarpysKax U KOHTaKTe c ropaYnm. bonb HepeaKo conpoBoXKaaeTcs
INXOPAA0YHbIMK cocToAHNAMU. CnabocTb. OyeHb YacTo NoaobHbie NpoABAEHUA
COMPOBOXKAAOTCA NNOXNUM HAaCTPOEHUEM, TPEBOXKHOCTbIO, YYBCTBOM
becnokonctea. CHMXEHME NOTOOTAENEHMSA. YTOMIAEMOCTb HOT U PYK.
MpoTenHypus. Heayr, conpoBoXKaaeTca NOBbILLEHHbIM BbiBeAeHUEM besika BMecTe
C Mo4oM. HepeaKo Takom CMMMTOM CTaHOBUTCA MPUYNHOM HENPABUIBbHOM
NOCTaHOBKM AmnarHo3a. Obpa3oBaHMe BbiCbINaHMM B 0bnactu aroamu, naxa, ryd, Ha
nanbuax. BeretatuBHble HapyweHuA. NpnbansnTenbHO y TPETK AeTel
OAHOBPEMEHHO C NepevyncsieHHbIMMU CUMNTOMaMKM Pa3BUBAETCA CYCTaBHOM
CUHAPOM. PebeHOK UCNbITbIBAET HapacTatowme MbllleYvyHble 601U, CHUXKEHME
3peHUA, HeAOCTAaTOK CepAeYHO-COCYANCTOM AeaTenbHocTU. [o mepe
nporpeccupoBaHmna GepMeHTHOMN HEAOCTAaTOYHOCTU HabAoaaeTcs NOParKeEHUE
NOYeK, NOBbILEHNE apTEPUNANbHOTO AABJ/IEHMS.



[1narHocTuKa un nevyeHma 3abonesanHuna Tea -
Cakca

[InarHocTunKa: onpeaeneHne akTMBHOCTU GepMeHTa reKco3aMuUHMAa3bl B
CbIBOPOTKE KPOBWU, NemKouuTax nnm pnbpobnactax (QKTUBHOCTb
rekcozammHuaasbl B Bceraa HMXe Hopmbl), beEPMEHT rekco3amMmnHnaasa A
NPAKTUYECKM OTCYTCTBYET AN €ro aKTUBHOCTb 3HAYUTENIbHO HUXKE
HOPMa/IbHOM + Ha/IMYMEe CUMNTOMA «BULLIHEBOM KOCTOYKM»

JleyeHune:Ha AaHHbI MOMEHT He CYLLLEeCTBYET NpPenapaTos, NO3BOAOLWMX
BblneynTb 60ne3Hb Tea-Cakca. CumnTombl U nedyeHme 3aboneBaHms A0 cux
nop ABAAKTCA NPeaMeTOM HayYHbIX UCCAeJ0BaHUN.

HDEHaTafIbHaFI ANAlrHOCTUKA: buoncus XOPWMOHAa



[lnarHocTMKa n neyeHna 3aboneBaHuUA
HumaHHa - [1nKa

[AnarHocTuKa:onpeaenAatoT akTUBHOCTb CPUHIOMMENTMHA3DI B KY/IbType
dnbpobnacTtoB KOXKKU M NenkoumTax (ansa Tmna A u B), obHapykuBatoT
HaKoMn/ieHNe He3TepMPULUPOBAHHOIO XOIECTEPUHA B KY/IbType
dnbpobnactos Koxku (Ana Tmna C), NpoBOAAT NOUCK FTeHETUYECKUX
nedekrtos B8 11, 14, 18- xpomocomax. [MyHKLMA KOCTHOrO MO3ra y Takux
H6onbHbIX 0OHapYKMBaAET cneumduyeckne «neHncTbie» Knetkm Hnumana-
MnKa (OHKM TaK BbIMAAAT U3-33 HAKOMJEHUA XKNPOB).

JleyeHue: 3aboneBaHne Hensneymmo. B ocHoBHOM nposoanTCA
cmMmnTomatTuveckoe neveHmne anA obneryeHusn CTpa,EI,aHI/II\/JI 6onbHOrO.



J1MarHOCTUKa N nevyeHunsd
3aboneBaHusa lowe

OunarHoctuKa: 1. AHanun3 kKposu (bepmeHTbl lowe) + onpeaenaeTca ypoBeHb
rnoKouepebpo3naasbl B 1eMKouUTax n Hanmume pnbpobnacTos.
2.AHanun3bl AHK (reHeTnyeckne myTtauum, KOTOpbIE MON
CnpoBOLMPOBaTbL pPa3BuUTnE bonesnun lowe) . NMpemnmyLiecTsa 3aKkao4atoTCA
TOM, YTO AAHHbIN MEeTOZ NO3BOJIET ONpeaennTb 3aboneBaHme Ha
HaYaNbHbIX CTaAUAX, UHOTAA AdXKe Ha PaHHMX CPOKax bepemeHHOCTH.
3.AHann3 KocTtHoro mosra (Tenbua lowe).

JleyHne: paHHoe 3aboneBaHMe BCTPEYAETCA OYeHb PeaKo, ero seyeHme
Mano3pdeKTUBHO, HaNPaBAEHO MTaBHbIM 06Pa3oOM Ha YrHeTEHUE
CUMMMOTOMATUKN U CHATUE BONIE3HEHHbIX OLLYLLLEHUNA,



I1MarHOCTUKa U nevyeHus
3aboneBaHmna Pabbpu

vnarHoctuka:

N5 MyXCKOro nona : AHaau3 poaoc/soBHON, reHeanorm4yeckoro gpesa. MccnepgosaHue
Ha coaeprKaHne pepMeHTa rasiaktosmaasa B Kposu. AHanu3 JHK — npoBoauTtcs B
cny4vae NosiydyeHnA HeEOAHO3HAUYHbIX Pe3y/ibTaToB BMOXMMNYECKUX UCCNea0BaHUN

[Ona eHcKoro nona: AHanus poaocnoBHon. AHann3 JHK. CoaeprkaHne pepmeHTa B
KPOBM He ABNAETCA OCHOBHbIM MoKa3atesiem 601e3HU, 4To 06yCcnoBAEHO
HECUMMETPUYHOWN aKTMBaLUMen X-xpomocom. OH MOKET HaXoAUTLCA B Npeaenax
HOPMbI, AaXe eC/IN Y XKeHLWMHbI NPUCYTCTBYET HeAayr.

JleyHue:

MauueHTam Ha3HayvatoTcA npenapaTbl anbda-, beTa-ranakTo3naassl
[NpeHaTasibHaA AMArHOCTUKA:

NccnepoBaHWe OCyLLLECTBAAETCA NPU NOMOLLU U3MePeHUsa YPOBHA depmMeHTa B TKaHAX
naoaa
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