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https://omim.org/entry/275200
https://cr.minzdrav.gov.ru/recomend/82_2
https://cr.minzdrav.gov.ru/recomend/82_2
https://cr.minzdrav.gov.ru/recomend/82_2
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=12097&Disease_Disease_Search_diseaseGroup=90794&Disease_Disease_Search_diseaseType=ORPHA&Disease(s)/group%20of%20diseases=Classic-congenital-adrenal-hyperplasia-due-to-21-hydroxylase-deficiency&title=Classic%20congenital%20adrenal%20hyperplasia%20due%20to%2021-hydroxylase%20deficiency&search=Disease_Search_Simple
https://omim.org/entry/201910
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https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=11265&Disease_Disease_Search_diseaseGroup=79239&Disease_Disease_Search_diseaseType=ORPHA&Disease(s)/group%20of%20diseases=Classic-galactosemia&title=Classic%20galactosemia&search=Disease_Search_Simple
https://omim.org/entry/230400
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https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=49&Disease_Disease_Search_diseaseGroup=586&Disease_Disease_Search_diseaseType=ORPHA&Disease(s)/group%20of%20diseases=Cystic-fibrosis&title=Cystic%20fibrosis&search=Disease_Search_Simple
http://omim.org/entry/219700
https://cr.minzdrav.gov.ru/recomend/482_1
https://cr.minzdrav.gov.ru/recomend/482_1
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=611&Disease_Disease_Search_diseaseGroup=716&Disease_Disease_Search_diseaseType=ORPHA&Disease(s)/group%20of%20diseases=Phenylketonuria&title=Phenylketonuria&search=Disease_Search_Simple
http://omim.org/entry/261600
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=771&Disease_Disease_Search_diseaseGroup=13&Disease_Disease_Search_diseaseType=ORPHA&Disease(s)/group%20of%20diseases=6-pyruvoyl-tetrahydropterin-synthase-deficiency&title=6-pyruvoyl-tetrahydropterin%20synthase%20deficiency&search=Disease_Search_Simple
http://omim.org/entry/261640
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=457&Disease_Disease_Search_diseaseGroup=226&Disease_Disease_Search_diseaseType=ORPHA&Disease(s)/group%20of%20diseases=Dihydropteridine-reductase-deficiency&title=Dihydropteridine%20reductase%20deficiency&search=Disease_Search_Simple
http://omim.org/entry/261630
https://cr.minzdrav.gov.ru/recomend/409_2
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=3494&Disease_Disease_Search_diseaseGroup=882&Disease_Disease_Search_diseaseType=ORPHA&Disease(s)/group%20of%20diseases=Tyrosinemia-type-1&title=Tyrosinemia%20type%201&search=Disease_Search_Simple
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https://cr.minzdrav.gov.ru/recomend/385_2
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=20168&Disease_Disease_Search_diseaseGroup=268145&Disease_Disease_Search_diseaseType=ORPHA&Disease(s)/group%20of%20diseases=Classic-maple-syrup-urine-disease&title=Classic%20maple%20syrup%20urine%20disease&search=Disease_Search_Simple
http://omim.org/entry/248600
https://cr.minzdrav.gov.ru/recomend/483_2
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https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=173&Disease_Disease_Search_diseaseGroup=394&Disease_Disease_Search_diseaseType=ORPHA&Disease(s)/group%20of%20diseases=Classic-homocystinuria&title=Classic%20homocystinuria&search=Disease_Search_Simple
http://omim.org/entry/236200


https://cr.minzdrav.gov.ru/recomend/681_1
https://cr.minzdrav.gov.ru/recomend/681_1
https://cr.minzdrav.gov.ru/recomend/681_1
https://cr.minzdrav.gov.ru/recomend/681_1
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=3557&Disease_Disease_Search_diseaseGroup=35&Disease_Disease_Search_diseaseType=ORPHA&Disease(s)/group%20of%20diseases=Propionic-acidemia&title=Propionic%20acidemia&search=Disease_Search_Simple
http://omim.org/entry/606054
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https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=3260&Disease_Disease_Search_diseaseGroup=28&Disease_Disease_Search_diseaseType=ORPHA&Disease(s)/group%20of%20diseases=Vitamin-B12-responsive-methylmalonic-acidemia&title=Vitamin%20B12-responsive%20methylmalonic%20acidemia&search=Disease_Search_Simple
http://omim.org/entry/251100
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=3260&Disease_Disease_Search_diseaseGroup=28&Disease_Disease_Search_diseaseType=ORPHA&Disease(s)/group%20of%20diseases=Vitamin-B12-responsive-methylmalonic-acidemia&title=Vitamin%20B12-responsive%20methylmalonic%20acidemia&search=Disease_Search_Simple
http://omim.org/entry/251100
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=21311&Disease_Disease_Search_diseaseGroup=308425&Disease_Disease_Search_diseaseType=ORPHA&Disease(s)/group%20of%20diseases=Methylmalonic-acidemia-due-to-methylmalonyl-CoA-epimerase-deficiency&title=Methylmalonic%20acidemia%20due%20to%20methylmalonyl-CoA%20epimerase%20deficiency&search=Disease_Search_Simple
http://omim.org/entry/251120
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=710&Disease_Disease_Search_diseaseGroup=26&Disease_Disease_Search_diseaseType=ORPHA&Disease(s)/group%20of%20diseases=Methylmalonic-acidemia-with-homocystinuria&title=Methylmalonic%20acidemia%20with%20homocystinuria&search=Disease_Search_Simple
http://omim.org/entry/277410
https://cr.minzdrav.gov.ru/recomend/405_2
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=399&Disease_Disease_Search_diseaseGroup=33&Disease_Disease_Search_diseaseType=ORPHA&Disease(s)/group%20of%20diseases=Isovaleric-acidemia&title=Isovaleric%20acidemia&search=Disease_Search_Simple
http://omim.org/entry/243500
https://cr.minzdrav.gov.ru/recomend/406_2
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=3564&Disease_Disease_Search_diseaseGroup=25&Disease_Disease_Search_diseaseType=ORPHA&Disease(s)/group%20of%20diseases=Glutaryl-CoA-dehydrogenase-deficiency&title=Glutaryl-CoA%20dehydrogenase%20deficiency&search=Disease_Search_Simple
http://omim.org/entry/231670
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=3296&Disease_Disease_Search_diseaseGroup=20&Disease_Disease_Search_diseaseType=ORPHA&Disease(s)/group%20of%20diseases=3-hydroxy-3-methylglutaric-aciduria&title=3-hydroxy-3-methylglutaric%20aciduria&search=Disease_Search_Simple
http://omim.org/entry/246450
https://cr.minzdrav.gov.ru/recomend/694_1
https://cr.minzdrav.gov.ru/recomend/694_1
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=8766&Disease_Disease_Search_diseaseGroup=26791&Disease_Disease_Search_diseaseType=ORPHA&Disease(s)/group%20of%20diseases=Multiple-acyl-CoA-dehydrogenase-deficiency&title=Multiple%20acyl-CoA%20dehydrogenase%20deficiency&search=Disease_Search_Simple
http://omim.org/entry/231680
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=3316&Disease_Disease_Search_diseaseGroup=158&Disease_Disease_Search_diseaseType=ORPHA&Disease(s)/group%20of%20diseases=Systemic-primary-carnitine-deficiency&title=Systemic%20primary%20carnitine%20deficiency&search=Disease_Search_Simple
http://omim.org/entry/212140
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"Нарушения митохондриального бета-

окисления жирных кислот"  

(утв. Минздравом России) 

Среднецепочечная ацил-КoА 

дегидрогеназная недостаточность Клинические рекомендации  

"Нарушения митохондриального бета-

окисления жирных кислот"  

(утв. Минздравом России) 

E71.3 5C52.01 42 201450 

Длинноцепочечная 3-ОН ацил-КoА 

дегидрогеназная недостаточность 
E71.3 5C52.01 5 609016 

Очень длинноцепочечная ацил-КоА 
дегидрогеназная недостаточность 

E71.3 5C52.01 26793 201475 

Недостаточность митохондриального 
трифункционального белка 

Клинические рекомендации  

"Нарушения митохондриального бета-

окисления жирных кислот"  

(утв. Минздравом России) 

E71.3 5C52.01   746 609015 

Недостаточность 
карнитинпальмитоилтрансферазы тип I 

Клинические рекомендации  

"Нарушения митохондриального бета-

окисления жирных кислот"  

(утв. Минздравом России) 

E71.3 5C52.00  156 255120 

Недостаточность карнитин/ 
пальмитоилтрансферазы, тип II 

E71.3 5C52.00  157 

 

600649 

 

Недостаточность карнитин/ 

Ацилкарнитинтранслоказы 
E71.3 5C52.00  159 212138 

Цитруллинемия тип I  E72.2 5C50.A3 247525 215700 

Аргиназная недостаточность  E72.2 5C50.A2  90 207800 

Недостаточность синтетазы 
голокарбоксилаз 

 E53.8 5C50.E0 79242 253270 

Бета-кетотиолазная недостаточность  E71.1 5C50.DY 134 203750 

Дефицит биотинидазы  E53.8 5C50.E0 79241 253260 

Спинальная мышечная атрофия 

Клинические рекомендации  

"Проксимальная спинальная мышечная 
атрофия 5q"  

(утв. Минздравом России) 

G12.0 

G12.1 

G12.9 

8B61.Z 

70 

83418 

83419 

83420 

253300 

253550 

253400 

271150 

Первичные иммунодефициты 

Клинические рекомендации  

"Первичные иммунодефициты 

с преимущественной недостаточностью 
синтеза антител" 

(утв. Минздравом России) 

D80-D84 4A00–4A01 101977  
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https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=3570&Disease_Disease_Search_diseaseGroup=42&Disease_Disease_Search_diseaseType=ORPHA&Disease(s)/group%20of%20diseases=Medium-chain-acyl-CoA-dehydrogenase-deficiency&title=Medium%20chain%20acyl-CoA%20dehydrogenase%20deficiency&search=Disease_Search_Simple
http://omim.org/entry/201450
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=3555&Disease_Disease_Search_diseaseGroup=5&Disease_Disease_Search_diseaseType=ORPHA&Disease(s)/group%20of%20diseases=Long-chain-3-hydroxyacyl-CoA-dehydrogenase-deficiency&title=Long%20chain%203-hydroxyacyl-CoA%20dehydrogenase%20deficiency&search=Disease_Search_Simple
http://omim.org/entry/609016
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=8768&Disease_Disease_Search_diseaseGroup=26793&Disease_Disease_Search_diseaseType=ORPHA&Disease(s)/group%20of%20diseases=Very-long-chain-acyl-CoA-dehydrogenase-deficiency&title=Very%20long%20chain%20acyl-CoA%20dehydrogenase%20deficiency&search=Disease_Search_Simple
http://omim.org/entry/201475
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https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=3294&Disease_Disease_Search_diseaseGroup=746&Disease_Disease_Search_diseaseType=ORPHA&Disease(s)/group%20of%20diseases=Mitochondrial-trifunctional-protein-deficiency&title=Mitochondrial%20trifunctional%20protein%20deficiency&search=Disease_Search_Simple
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https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=1215&Disease_Disease_Search_diseaseGroup=156&Disease_Disease_Search_diseaseType=ORPHA&Disease(s)/group%20of%20diseases=Carnitine-palmitoyl-transferase-1A-deficiency&title=Carnitine%20palmitoyl%20transferase%201A%20deficiency&search=Disease_Search_Simple
http://omim.org/entry/255120
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=901&Disease_Disease_Search_diseaseGroup=157&Disease_Disease_Search_diseaseType=ORPHA&Disease(s)/group%20of%20diseases=Carnitine-palmitoyltransferase-II-deficiency&title=Carnitine%20palmitoyltransferase%20II%20deficiency&search=Disease_Search_Simple
http://omim.org/entry/600649
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=3343&Disease_Disease_Search_diseaseGroup=159&Disease_Disease_Search_diseaseType=ORPHA&Disease(s)/group%20of%20diseases=Carnitine-acylcarnitine-translocase-deficiency&title=Carnitine-acylcarnitine%20translocase%20deficiency&search=Disease_Search_Simple
http://omim.org/entry/212138
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=19524&Disease_Disease_Search_diseaseGroup=247525&Disease_Disease_Search_diseaseType=ORPHA&Disease(s)/group%20of%20diseases=Citrullinemia-type-I&title=Citrullinemia%20type%20I&search=Disease_Search_Simple
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https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=417&Disease_Disease_Search_diseaseGroup=90&Disease_Disease_Search_diseaseType=ORPHA&Disease(s)/group%20of%20diseases=Argininemia&title=Argininemia&search=Disease_Search_Simple
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https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=11268&Disease_Disease_Search_diseaseGroup=79242&Disease_Disease_Search_diseaseType=ORPHA&Disease(s)/group%20of%20diseases=Holocarboxylase-synthetase-deficiency&title=Holocarboxylase%20synthetase%20deficiency&search=Disease_Search_Simple
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https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=713&Disease_Disease_Search_diseaseGroup=134&Disease_Disease_Search_diseaseType=ORPHA&Disease(s)/group%20of%20diseases=Beta-ketothiolase-deficiency&title=Beta-ketothiolase%20deficiency&search=Disease_Search_Simple
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https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=11267&Disease_Disease_Search_diseaseGroup=79241&Disease_Disease_Search_diseaseType=ORPHA&Disease(s)/group%20of%20diseases=Biotinidase-deficiency&title=Biotinidase%20deficiency&search=Disease_Search_Simple
http://omim.org/entry/253260
https://cr.minzdrav.gov.ru/recomend/593_2
https://cr.minzdrav.gov.ru/recomend/593_2
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=633&Disease_Disease_Search_diseaseGroup=70&Disease_Disease_Search_diseaseType=ORPHA&Disease(s)/group%20of%20diseases=Proximal-spinal-muscular-atrophy&title=Proximal%20spinal%20muscular%20atrophy&search=Disease_Search_Simple
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=11565&Disease_Disease_Search_diseaseGroup=253550&Disease_Disease_Search_diseaseType=OMIM&Disease(s)/group%20of%20diseases=Proximal-spinal-muscular-atrophy-type-2&title=Proximal%20spinal%20muscular%20atrophy%20type%202&search=Disease_Search_Simple
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=11566&Disease_Disease_Search_diseaseGroup=253400&Disease_Disease_Search_diseaseType=OMIM&Disease(s)/group%20of%20diseases=Proximal-spinal-muscular-atrophy-type-3&title=Proximal%20spinal%20muscular%20atrophy%20type%203&search=Disease_Search_Simple
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=11567&Disease_Disease_Search_diseaseGroup=271150&Disease_Disease_Search_diseaseType=OMIM&Disease(s)/group%20of%20diseases=Proximal-spinal-muscular-atrophy-type-4&title=Proximal%20spinal%20muscular%20atrophy%20type%204&search=Disease_Search_Simple
http://omim.org/entry/253300
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https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=14913&Disease_Disease_Search_diseaseGroup=D80-1&Disease_Disease_Search_diseaseType=ICD-10&Disease(s)/group%20of%20diseases=Immunodeficiency-predominantly-affecting-antibody-production&title=Immunodeficiency%20predominantly%20affecting%20antibody%20production&search=Disease_Search_Simple

